CkpuHuHE npu 0epemeHHoCTH. IIpoduTfarraka

IIOPOKOB PARB C MO3UILINH I'eHeTHKA.
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1,7 MNH. geTem C aHOMaInAMM
Da3BUTUS POXKAKOTCS B rof

Y 267, 4 TbIC. AeTen eXerogHo
OMArHOCTUPYIOTCS BrepBble

K J BPOXXAEHHbIE aHOMANNN PAa3BUTUA
pe .-.
* X X v
: *; 170 TbIC. AeTeun C aHOMaInsaAMH
* % PA3BUTUSA POXAKOTCA B rog

L xx k)

*[laHHble Eurocat
(EBponelickas ceTb Haa30pa 3a BPOXXAEHHbIMM MOPOKaMKN pa3BUTUSI)



[ Yem 6onblue arpeccnBHbIX akTOpOB BO3AENCTBYET CEroAHS Ha OpraHu3M
MaTepu (KypeHue, CTpecchl 1 Ap.), TEM BbILLE PUCK Pa3INYHbIX aHOMANNN y

ABYX MOCNEAYOLUNX MOKONEHNNA. ]

[MOHATHO, yTOo ons pOXAEHUS
NOSIHOLIEHHOr O pebéHka Heobxoanm
3[0pOBbIA 3MOPUOH. [loCTaTOYHO NKn Ans
3TOro 3A0pOBbIX poauTenen? B 1992 roay
OOKTOpOM XoBapaom bepHom (H. Bern)
BrnepsBble 6blna BbIABMHYTA  KOHLEMNUMS
«XPYMNKOro naoAa» ; €ro BblKNaaKn O0T4acTu
NponMBalOT CBET Ha 3ToT Bonpoc. CyTb
KOHUENUUM B TOM, 4TO

*H.Bern, 1992



MopokoB LIHC n HepBHOW Tpybku (aHaHUedanus, sHuedanouene,
CMUHHOMO3roBbI€ MPbIXXN)

[MopokoB nepeaHen H6PIOLLIHON CTEHKM

AnadparMasnbHbIX FPbK

[loNnMKNCTO3a noyek

ATpe3un nuwesoaa

CKeneTHbIX Ancnnasunm

XPOMOCOMHbIX aHOManmn

BHYTPUYTPOBHbBIX M MOCTHATaNbHbIX OMNYyXONen

Mnoukuii A.P., HaymoB A.B., Eroposa T.1O.
['oMoLmMCTeNH 1 BPOXXAEHHbIE MOPOKU Pa3BUTKSA roaa.
B n3paHum: KnuHuyeckue acnekThbl runeproMoumcremHemuy. MoHorpadwus.Mog obuwel pegakumeid B.A. CHexuukoro, B.M. MbipoukuHa. pogHo. MprMY, 2011, 224-273



CHWmKeHne rpy3a BpOXAEeHHOW U HacneacTBEHHOM NaTonornm B
nokasaTensx 340poBbsi 06LLecTBa BCNeACTBUE:

[TlepBMYHON NPOGOUNAKTUKN

[TpepoTBpalleHna HebnaronpuUATHbIX aKTOPOB OKPYKatoLLEN
cpena Ha penpoaykTMBHOE 340POBbE (raMeTUYECKUHN,
NPEe3NroTUYECKUN YPOBEHDL), B TOM YUCIIE U MEOUKO-TEHETUYECKOE
KOHCYIbTMPOBaHME N NepUKoHLENUMOHHAdA NpodunakTtuka B nepuog
3a4aTtuns npenapatamMmu ormeBon K-Thbl.

BTopniHON NpodUnakTnku

[MpegoTBpalleHnNa POXOEHNN HEXNU3HECNOCODHbLIX AeTen
NoCpeaCcTBOM npeaynpexaeHnsa poXxaeHnsa aHoMasibHoro nroaa
nocne NoCTaHOBKU NpeauMniiaHTauMoOHHONoO U npeHaTasribHOro
anarHo3sa BnHS3.

TpeTnyHon npodomnakTuku

CHMXEHNA CTeNeHn NHBANMAN3NPYIOLLINX PACCTPONCTB U
NOBbILLEHNS YPOBHS XXU3HECMOCODOHOCTN U KadecTBa 340pOBbS Y
OEeTeN C KOppUrnpyemMmom BpoxgeHHOM naTtosiormnen nocpeacTsom
PaHHen ANarHOCTMKU N CBOEBPEMEHHOIO aKkBaTHOrO fie4eHnsd



HNedeKkTbl EeHa MTHFR

f[omo3uroThbl (5-15% eBponenLeB)

v
\

Bbicokmnn puck OQHT n
cCuHApoMa [layHa BO3HUKaeT B
OCHOBHOM MNP COMETaHUU
MYTaAHTHbIX ansienem

A1298C un C677T rena MTHFR
Yy MaTepu 1 nsioga c
MUTOXOHAPWMaNbHON ANCPYHKLUME
n apedpuumtoMm (poslaToB B PAaLiUOHE

[eTepo3uroTsl (40-45% eBponenueBs)

NNeproMouncTteEMHEMUA HE
BO3HUKAET

Npu yCNnoBUM AOCTAaTOYHOIO
noTpebnexHus

800 MKr/cyT

Richter B1, Stegmann K, Roper B, Boddeker I, Ngo ET, Koch MC. Interaction of
folate and homocysteine pathway genotypes evaluated in susceptibility to neural
tube defects (NTD) in a German population. J Hum Genet. 2001;46(3):105-9.
Isotalo PA1, Wells GA, Donnelly JG. Neonatal and fetal methylenetetrahydrofolate
reductase genetic polymorphisms: an examination of C677T and A1298C
mutations.Am J Hum Genet. 2000 Oct;67(4):986-90. Epub 2000 Aug 24.

. Andrew J. Copp, Philip Stanier, and Nicholas D. E. Greene. Neural tube defects —
recent advances, unsolved questions and controversies. Lancet Neurol. 2013 Aug;
12(8): 799-810 Published online 2013 Jun 19. doi: 10.1016/S1474-4422(13)70110-
8.

H.K. Mypaluko. M'neproMoumucTeMHeMus kak hakTop pucka COCYAUCTbIX COBBITUN.
3nopoBbe YkpauHbl, 2009, 36, 66-67

bonneBon KNCNOTHI



OTO cneymann3npoBaHHbI BATAMUHHO-
MWHepPanbHbIK KOMNMEKC - Nnpenapar ans
KOMMeHcaLun CyToO4HOM NOTPEOHOCTY B
BUTaMUHax y bepeMeHHbIX

[1aHHbIN NpenapaT COA4EPXUT:
400-800 MKr dponnesoun KUCNOThI

60 Mr >xenesa /Fl"‘

100 Mr marHus 4 ,.
OnTmManbHOE KONMMYeCTBO . . I
BUTaMMHOB rpynnbl B ! t‘i




1600

1400
=&~ 0OnesuT

1200
/;: 5-meTuntetparngpodonar,
416 MKr
=X=5-meTnnrteTparngpodonar,

' 208 MKr

[EEN
o
()
o

YpoBeHb chonaTtoB B aputTpoumTax
(HMonb/n)
o}
o
o

600 —e—bdonuneBas kucnorta 400Mkr
400
Mnauebo
40]0)
0
0 4 8 12 16
Hepenu

Y. Lamers, R.Prinz-Langenohl, S.Bramswing, K. Pietrzik. «Red blood cell folate concentrations increase more after supplementation
with ...» Published by Am J Clin Nutr 2006, 84:156-61. Printed in USA. American Society for Nutrition Daly 1995

S.Bramswing, R.Prinz-Langenohl, Y Lamers, O. Tobolski, E. Wintergerst, H.K.Berthold, K. Pietrzik. University of Bonn.
Germany.«Supplementation with a multivitamin containing 800 mg. of folic acid ...». Published by Int.J.Vitam.Nutr.Re.? 2009, No79
(2)

L. E. Daly, P. N. Kirke, A. Molloy, D. G. Weir, J. M. Scott. Folate levels and neural tube defects: implifications for prevention.
Published by JAMA Dec 1995



MeTa-aHanus: 25 paHAOMMU3MPOBaHHbIX KOHTPOIMPYEMbIX nccneaoBaHu 1993-2003 rr:
2596 y4acTHUKOB (MY>XUMHbI M XKEHLLUMHbI 22-75 NEeT) C rMneproMoLMCTEMHEMUEN Pa3HOW CTEMEHN

BbIPa>XEHHOCTMU.

donvesas KMcnoTa npuMeHsniack B gosax 0.2, 0.4, 0.8, 2.0, and 5.0 mg exeaHeBHO,
CPeaHss NPOAO/HKUTENBHOCTb MPUMEHEHUS — 57 AHeN.

'

Pe3synbTtaTthbl: 800 MKr ponatoB
CHWKAIOT YPOBEHb FOMOLIMCTENHA
B cpeaHeM Ha 25%.
MoBbILWEHME A03bl (DONNEBOWA
KMCNOTbl A0 HEDU3MONOrnYecKmX
2 U 5 Mr CHMXAEeT ypoBeHb
FOMOLMCTENHA HE 3HAUYUTENBHO,
Mo cpaBHEHWMIO ¢ 10301 800 MKr.
Y XeHLWmH 3¢ dekT bbin 6onee
BbIpaXXeH, YEM Y MY>XUYMH
[obaeneHve B cxeMy neyveHuns
BuTamuHa B12 B go3e 0,4 mMr/aeHb
yBennumBaeT 3(ddeKT B cpeaHeM
Ha 7%.



Anesut®

OueHka npodnnaKkTuuecKomn
3(hppeKTMBHOCTN npoBOoAUSIaCh

B TeyeHue 6 ner

Yy 5 453 6epeMeHHbIX YXeHLYUH
(paHpoMu3npoBaHHOe nnayebo-
KOHTPOJZIMpyeMoe uccneaosaHue)1l

AHa/10rm4Horo naayebo-KoHTPOINPYEMOro UCC/1ELOBaHNA HE
CYLECTBYET, T.K. CeH4ac HUKTO HE JINLIUT OEPEMEHHYIO XEHLNHY (P0o1aTOB



CUCTEMa MEP, HalPaABACHHbIX

Ha KOHTPOAb U OLIEHKY XOAAQ Pa3BUTUSA
aMbpuoHa/nnoaa

C LLeAblO CBOEBPEMEHHOU AUArHOCTUKMU
BO3MOXHbIX OTKAOHEHUU U

NpeAOTBpaLLEHUA POXAEHUA pebeHKa

C HEKOPPUTMPYEMOU MNATOAOIMEN




[narHocTuka BpOXOAEHHbIX U/ HacnenCTBEHHbIX HapyLweHnn B pa3sutumn nnoaa - BIP,
XPOMOCOMHbIX M MOHOreHHbIX DonesHen;

[unarHocTuka BHYTPUYTPOBHLIX NHAEKLNN;

[unarHocTtuka bonesHen ceponormn4yeckon 1 UMMYHONOrM4eCKON HECOBMECTUMOCTU MaTepu u
nroaa;

[lnarHocTtuka nnayeHTapHOW HegoCTaTOYHOCTU;
Onpepgenenve nona nnoaa;
NHdpopMupoBaHMe poauTenen 0O BO3MOXHbIX MCXOA4ax AaHHOW 6epeMeHHOCTUN, OOCTYMNHbIX

cnocobax rnevyeHnsa nnm KOppeKUunn BbIABITIEHHbIX OTKITOHEHUN, nporHo3e A4 nocTHaTanbHoOmn
XU3HN U UHTESNEKTa pe6eH|<a;

Oka3zaHne NoMOLUY B MPUHATUN NPaBUMbHOMO PELLEHNs B OTHOLLEHUN JaHHON GepeMEeHHOCTY;

OpraHu3auus HanpaBreHnst 6epemMeHHoN B TMHEKONOrMYECKUA UK aKyLLEePCKUA cTauuoHap Ha
npoueaypy npepbiBaHUs 0EPEMEHHOCTN NO MEAULIMHCKUM MOKa3aHUsSIM CO CTOPOHbI NiioAa npu
HanM4yMM OOKYMEHTOB, MOATBEPXKAALWMX WHPOPMUPOBAHHOE corfacue Cyrnpyros;

OpraHusauus Bcex HeobxoaMMblx cnocoboB BepudUKaLnm BbisIBIIEHHbIX Y Nroaa aHoManui;
B cnyyae oTkasa ceMbM OT NpepbiBaHUs OEPEMEHHOCTU - MeAUKO-reHeTU4eckmne

pekoMeHaaLmMmM No BblpaboTKe TaKTUKM MPONIOHIMPOBaHUA OEepeMeHHOCTU U BeAeHUs
POAOB;

Mefuko-reHeTu4yeckne pekoMmeHgauum no KOHCYNsTUPOBaHUIO U 0bcreaoBaHUIo
HOBOPOXJEHHOro, OKa3aHio eMy azekBaTHON MeOULMHCKOW MOMOLLM;
Menaunko-reHeTn4yeckoe NporHo3npoBaHne Byayuiero NOTOMCTBa KOHKPETHOM CYIPY>XECKON
napsbl;

PekomeHgaLumn no BONpocy NnaHMpoBaHUs o4epeaHon 6epeMeHHOCTU U TaKTUKe ee
BEeOEHUS.



C TOYKH 3p€HHUA KOHTaAKTa C IIOA0OM

Henpsimbie

- KJIMHUKO-J1a00paTOpHEIE,
- aKyIIepCKO-
TMHEKOJIOTHYECKHE,

- 0aKTEepHUOJIOTHUYECKHE,

- IMMYHOJIOTHYECKHE,

- CEpOJIOTHYECKHE,

- OHOXUMHUYECKUE

-MOJIEKYJIIPHO-TEHETUYECKUE

MpsiMble
VYneTpa3BykoBO€ XOopHOHOMOTICHS
CKaHUPOBaHUE
JlonmiepomeTpust [InanentouenTes
KapauoTtokorpadus AMHUOLIEHTE3
Kopnouenres
detockonus

buoncus Ttkanen rmiona




| yposens -

[IpoBoauTCs akyuiepamu-
TMHEKOJIOTAMH, Bpadyamu Y 3-
JTMAarHOCTHUKH, BpauaMU-JIaDOpaHTaMu
OMOXMMHYECKUX U
UMMYHOJIOTUYECKHX JTa00paTopuid
HKEHCKUX KOHCYJIbTAIIUM.

eas - ¢popMupoBaHue rpyninbl
O0epeMeHHBIX MOBBINICHHOI0 PUCKA
BuHII

Il yposenv —

[IpoBoauTCsa Bpauamu-
T€HETUKAMH, CIIENUAIINCTAMH 10
[PEHATAIILHOM YIbTa3BYKOBOM
TAATrHOCTHKE, BpAa4aMH-
JabopaHTamMu
CIIEIIATTN3UPOBAHHBIX IIEHTPOB
1 MEIUKO-

TEHETUYECKUX KOHCYJIbTAIAN
Ilesb — ycTaHOBJICHUE
nuarno3a BuHII no cpoka
"KM3HECIIOCOOHOCTH ILJI0/A,
NPUHATHE pelIeHus 00
HUCX0/1e 0epeMEeHHOCTH.

JIOTMHM Y IJI0JA



YcranoBnenue (pakToB HAMHYMS, JTOKAIU3AIIUH, KOJIMYECTBA U )KM3HECIIOCOOHOCTH TIOAHOTO
SIa/SMOPHOHA;

[lepBUYHOTO YCTAHOBJIECHUS U YTOUHEHHS CPOKA OEPEMEHHOCTH;

JlnarHocTuka paHHHMX OJacTONAaTUN U TPYOBIX MOPOKOB pa3BUTHS (AaHAIMOPHUOHMS, HEPA3BUBAIOIIASICS
OepeMeHHOCTh, aHdHIIehans, TPyObIe Ae(PEKTHI 3aKPHITH HEBPATLHOU TPYOKH, HEPA3ICTUBIITHECS
JIBOMHH);

JlnarHocTuka MapKepoB XpOMOCOMHOM MAaTOJIOTUH Y II01A
(pacmmpenue TBII, Hanuyme/0TCyTCTBHE HOCOBOM KOCTH);
JInarHocTrKa KIIMHUYECKU CKPBITOM YIPO3bl IPEPHIBAHUS;
JIMarHoCTHUKY NATOJIOTUM MUOMETPHUS Y IIEUKU MATKHU.

¢ YTOouHEHNE NCTUHHOTO TeCTAIIMOHHOTO BO3pacTa IIofa;

“*OrnpeneneHne COOTBETCTBUS ()ETOMETPUUIECKHX MMapaMeTPOB recTaiimoHHoMy cpoky mwin B3PII;
¢ JIlnarnoctuka BIIP ¢ mo3aneit manudecranuei;

+¢ JlnarHocTHKa MATOJIOTHH TUTAIICHTHI, IPU3HAKOB TUTAIICHTAPHON HEA0CTATOYHOCTH;

+¢ JlnarHoCTHKA TIAaTOJIOTHH MTYTTOBUHBI,

¢ OILIeHKa COCTOSTHUSI MUOMETPHSI

s OnpeneneHne COOTBETCTBUS (PETOMETPUICCKHUX MMapaMEeTPOB IUIOA MPEANIOIAraeMOMY ITeCTAlMOHHOMY
BO3pACTY;

*+OI1IeHKa BEPOSTHOCTHBIX MTapaMeTpoB (PU3NYECKOTO pa3BUTHS IIJI0a (Macca Tela, POCT);

*¢ JIlnarHOCTHKA TIATOJIOTHH TTYTTOBUHBI,

**OILIeHKa COCTOSTHUSI MUOMETPHS;

s Onpeesienne akKymepCeKuX MO3UITUHN TTOJI0KEHHUS IO/,

¢ JlnHaMUKa OIEHKH COCTOSIHUS TUIOA0BO-TUTAIICHTAPHOTO KOMILIEKCA



243, Trim.
Hadlow
Pwr 100 %
Gn -18
CZimT

' E2

FEHETMMECKWA UEHTP CME CE(AMH)=16H1X Hi@e8 SHHz C35
3 SRS GEoS o
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LaKTHAMA. B - BHeWHrA Bua

Puc. 3. DeHotrn HOROpOXAEHHOTo (Habmopgexue 1), BugHoony-  Pue. 4. 3xorpamma noBepxHOCTHOM numdanrmome (Habmoge-
xonesupHoe ofpasosasme, pacnoNoXeHHoe No nepeaHe3aaHen HUE 2, NONEePeYHOe CeYeHue).
GOKOBOH NOBEPXHOCTH MPYAHOR KNeTKW,

Puc. 5. 3xorpamma NOBEPXHOCTHON NiumdpaHrwomsl (Habnwoae-  Puc. 6. @eHoTWN HOBOPOXAEHHOTO (HaGnaeHue 2). BuaHo omy-
HWE 2, NPOAONEHOE CayeHue) XONEBWIHOR ODPA3DBAHY ) HOE NOo 1N HE3A/IHEN
GOKOBOH NOBEPXHOCTH MPYAHOR KNETKH,




-
MaccoBbin 6€3BbIOOPOYHLIN UMMYHOEPMEHTHbLIN aHanus
onpeaeneHHbIX aMOpMoHcneun@mnUHbIX, T.€. NPOAYLUPYEMbIX
KIeTkamy camoro nfoga unuv nnaueHTon, MapkepHbIX OEnKoB,
NOCTYMawLLKMX B KPOBOTOK MaTeEPU U U3SMEHSIOLLIMX CBOIO

KOHLEHTPaLMIo B 3aBUCUMOCTN OT cpoka 6epeMeHHOCTN U COCTOSAHUS
nroga.

OcyuwecTtBnsaercsa B | Tpumectpe 6epemeHHoCTH!

3Ha4yeHnss MoM ansa cbIBOPOTO4HLIX BENKOB (CBA3aHHOIO C
bepemMeHHOCTbIO na3smeHHoro npotenHa A (PAPP-A) n ceobogHou
beTa-cybbeanHNLbI XOPUOHMYECKOro roHagoTponuHa), AaHHble Y3U
nroga, xapakTepucTmkn bepemeHHoun (Bo3pacT, BEC, TOMLLKMHA
nepeaHen OPOLWHOW CTEHKN), CBEAEHUS U3 aHaMHE3a BBOOAATCS B
crneunarnbHY0 KOMIMbIOTEPHYIO MporpamMmy, KoTopasi pacCcymUThbiBaeT

. v AN
'y

£



deHOTHII 200pPTyCA

[

JIMOKII

47,XX,+16




YTBEPXXAEH npukazom MuHucrepctBa 3apaBooxpaHeHusi Poccumckon deaepaumu
or «01» Hos6ps 2012 .

[Mpun cpoke bepemeHHOCTU 11-14 Hegenb 6epeMeHHas XeHLnHa HanpaeBnseTcs B
MEOULMHCKYHO OpraHm3auunto, OCYLLECTBIISAIOLLYIO0 9KCNEPTHbIW YPOBEHD NPEeHaTarbHON
AVarHOCTUKK, AN NPOBEeAEHUS KOMMNIEKCHOW NpeHaTanbHOM (4opoaoBON) ANAarHOCTUKN
HapyLleHUn pa3BuTus pebeHka, Bkrovarowen Y3W Bpavyamu-cneumanmctamm, npoweawmnmm
cneunanbHy NOAroTOBKY N UMEKLWMMIN OOMNYCK Ha NpoBedeHne yrbTpa3ByKOBOIO
CKPUHWHIoBOro obcnenoBaHus B | TpumecTpe, 1 onpeaeneHne MaTepPUHCKUX CbIBOPOTOYHbIX
MapKepoB (CBsA3aHHOro ¢ 6epemMeHHOCTbI0 NnasmeHHoro npotemHa A (PAPP-A) n ceobogHon
beTta-cybbeanHMLbl XOPUOHNYECKOTO FOHAA0TPONMHA) C nocrneayrLwmmM nporpaMmmMHbIM
KOMMSIEKCHbIM pac4yeTOM MHOMBUAYANbHOIO pUcka poXxaeHust pebeHka ¢ XpOMOCOMHOM
natosiornen.

[Mpun cpoke bepemeHHOCTU 18-21 Hepgens 6epeMeHHas XeHLnHa HanpaeBnseTca B
MEOULMHCKYIO OpraHm3auunto, OCyLLECTBIIAIOLWYIO NMpeHaTarnbHy0 AUarHOCTUKY, B Lenax
nposeneHuns Y3 ans ncknodeHmna no3gHo MaHNGECTUPYHOLMX BPOXAEHHbIX aHOMannm
pasBuUTUSA nnoaa.

[Mpn ycTaHoBMEHNN y 6epeMeHHON XEeHLLMHbI BLICOKOTO puUcKa Mo XPOMOCOMHbIM HapyLUEHNAM
y nnoga (mHameunayanbHel puck 1/100 n Beiwe) B | TpumecTpe 6epeMeHHOCTU 1 (1Unn)
BbIABNEHNN BPOXAEHHbBIX aHOManun (MopokoB pa3sntus) y nnoga B |, Il v Il TpumecTtpax
BepeMeHHOCTM Bpad-akyLlep-rmHEKONOor HanpaerseT ee B MeAUKO-reHETUYECKYHO
KOHCyrbTaumo (LeHTp) Ana MeguKo-reHeTUYeCKOro KOHCYNbLTUPOBaHUSA U YCTaHOBIIEHUS UMK
NoaTBEPXXOEHUA NpeHaTarbHOro AMarHo3a ¢ UCnofib30BaHNEM MHBA3UBHbLIX METOL0B
obcnegoBaHuA.



B cooTBeTcTBUU ¢ The Fetal Medicine
Foundation, UK

[ocTyneH Tonbko Ans cepTuULMPOBaHHbIX
N 3apEermcTpmpoBaHHbIX CneLmanmucToB

Tpu acnekta: aHamHes, Y3U un
BrnoxnmMmmnyeckme mapkepsl

Pac4eT cpagsy no tpucommam 21, 18, 13.

[paduyeckoe oTobpakeHne pasHULbl Mexay
6a30BbIM 1 UHAUBUAYANbHLIM pUCKaMu

KoHTponb KadecTBa:

3HaHUN 1 HaBbIKOB Bpaven Y3W,
pesynsratoB paboTbl Bpayewn,
OOKYMeHTauun,

3abopa n TpaHCNopTUPOBKM 0Opa3sLoB

KpOBW,
aHanmsa KpoBsu,

aHanusatopa 1 HabopoB peareHToB,
NHopMaLmmn o naumeHTke,
NCXOO0B.

MeomMn 21 8 |-m TpUMecTpe

Sl maternal age

Background riak

| Acusted risk 1 10885 248
| Hisks of hypertensive disorders:

| sk fer cary preecismpsia £

| sk for proceampaia ot sy gestation 4%




KabuHet Y34

Tlabopatopua:
3anonHASTCA KapTOJKa
W pPAacCUYWTEIBAETCA PUCK
B AcTpalie

FPeayneTar
CKPUHKUHIOMD Bpay-reHeTuk
WCCNenoBaHnA

MpoGupka ¢~ -

MpouesypHLIil __—~CbIBOpPOTKON
KabuHeT

«K+»:

MWHUMasbHast CTOUMOCTb

OTCYTCTBME Kaknx-nmbo TpeboBaHus K MHPpPaCTpyKType
MaKCcuMasibHas HaaéXHOCTb, BCNeACTBME NPOCTOThI

LK="

o4YeHb 6onbllas Harpy3ka Ha nabopaHToB, B T.4Y. «4yxon paboton» (#,
OTYETHI)

OTCYTCTBME 0BpaTHOW CBS3U

Npo6neMbl C KOPPEKTHBIM 3aMoNIHEHNEM TaNIOHOB (HEBPEXKHbIN MOYepK,
NpOMnycK nonen nNpu 3anosiHEHNE TanoHa)



FPe IYNETAT CEPUHWHIOrg

JlaHHEIE 0 NaLMeHTKe Tlaboparopua: WCCNeA0BaHUA M MHBA3MBHLIX

“~~_.| PaccuntelBaetca puck B AcTpaile; | ——npouenyp

Mpobupka c— Beon peaynkTatos NCCnegoBaHnA
B EI,D,

__~CHIBOPOTKON

Monaewwe B rpynny
PUCKS HANpPaENATCA
Ha WHB33IWBHYH Npole 'D'Z'!"._E't"". KaBimer
h akcneptHoro ¥3M:
npoBefeHne WHEA3NBHOI
npoLenypel

__MNepepaya wudopmann
3NEKTPOHHEIM cnocoBom  ~
OTnpaeka obpa3uoe B nabopatopuio

«K+>:
bonee nonHas ncropus 6epemeHHoOCTM B 6a3e AaHHbIX

Cneumanuctbl Y3/ nonyyatoT nyyilyto o6paTHYIO CBS3b O
paboTe

K=
[lononHuUTEeNnbHbIe pacxoabl Ha MHCbpaCTDYKTypy



[TaumneHTka K. 31 roa

1-9 6bepeMeHHOCTb CKpUHUHI 1 TpnmecTpa

TenedoH: 913808

E cpea cTO A ckue crpars)
Bspona Huih Bo K, cepep pyUKWn, n.‘rnnonufpuxau par
(Eepona, cpearuia Bocrox, o ., P 2 A: 1, npexaespemenrHbie poas B cpoxke 16-30 Heaene: 1. 31-36 Hea: 0; Po
y . npewaespe - :o meaens 1- 6 cm.
1510 O"u'n e nce b 3 ..“riot:'ru: HeT, CaxapHbii anaber: HeT.
A BepemeHHocTY: HeT, Caxaproin anaber: et

sHaR.
13 nen. + 6 anen no KTP

13 Hen. + 2 oHei no KTF oBbiuHAaA MmaTouHan
GepemeHHOCTL !
OB BIYHAaA MaTOYHaR r o onpeaenseTcs )/ #A
GepemeHHocTs ; 156 ya /mun b - 1 4
NeHOCTs NNoAa onpeaenAsTcA 79.5 mm y - 1
170 ya . /mvin pocTpaHcTaa 2,40 mm
amep (KTP 71,1 mms 2
Pa P ( b E it 1.17 ! +——a— /;(w/ /
KOBOro NpocTpaHcTea 1.80 mm ' -
C MHOMW NarTonormm nnoaa: = /
SMOCOMHOB Naronormm nnoaa: ot cf/ /
craue / runonnaivna.

AQT HCKOW CLIBOPOTKMW
< 3 BN 8 OkrabBpL 2014 r., uccneaosarue nposeseno: 9 OxTaGpe 2014 r.. o6SopyaoBa
H MaTEepPWMHCKOMWM CLIBOPOTKM g

587, eanTa: 8 OKkTAGPL 2014 r.. nccneaocsasnme npoeeneHO: 8 OKkratpe 2074 xXry 72,00 ME/n aKBMBaANEHTHO 2,298 MoM
O r 4,211 ME/n sxkeuBanenTHo 1,273 MoM
~cybBBeaunnua X4 72.00 ME/n IKBUBANEHTHO 2,411 Mo
4.211 ME/n 2KBUBANEHTHO 1.135 Mot AMMBIE OOBLACHEHNRA U OHA NOABTBEPMAAET, UTO NOHUMET PA3LACHEHUA &~

T PUCKOB
ke AaHbl BCE HEOBXOANMBIE OGBLAGHEHUA 1

oHa noasTeepmaaeT, yro NOoOHMMET pazwsace ]

B Baszoesid puck HMrlduaudyansmsili puck
= B‘TOF’[ ] 2 1: 585 1: 2203
= - 1: 1632 <1: 20000
Sazoesrda puc IO UG LSy eIty 1: 4775 <1: 20000
1: 576
Lo 1: 36 34 nepens GepemeHHOCTH 1. 78
1: 1454 1577 ERSIS MaTapu (31 neT). MHAUBMAYaNbHbLIR PUCK - 3TO PHUCK HA MOMEHT CKPU|
1: 4548 1 EPAKTOPOB (TONLWHA BOPOTHUKOBOrO NPOCTPAaHCTBa NNo KOCTL HOCa
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it 'B-A. caoBonHoOM GeTa-cvBa ¢
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BOrS PUCKa, yNbLTPAa3BYKOBLIX (DAKTOPOB (TONULMMA BOpo, Lt s
HEKOM ceiBOPOTK (PAPP-A, cono6oaroi Gera-c &

SETC - S MENSNL3IoBaMemM NPOrpamMHoro obecnevderins FMFE-2012 (sepcus 2,8) &
IPOCTRE e # . MHEIX DoHAOM MeanuvHe Nnoaa (Fetal Medicine Found

' c S TOM cnyuae, ecnu yneTpalaykoBoe nccnenoaaHmue
MCBOW MIMBPEeHUA ANA PerynapHoro ayaura (

FHSOROIO ation UK Registered

BeIiNONHeHo cneuna

SAVHALLI XY

M. CNWCOK CNeuManmucTos H



bBe3 ncnonb3oBaHMA onacHbIX MHBA3MBHbIX MPOLEAYP.
Anst aHanm3a Tpebyetcs 10 MA KpOBM.
ToYHbIW pe3ynbTaT BCero 3a 12 AHeW.

AHaAn3 MOXET ObITb BbIMOAHEH B AtoHOEe Bpemsi, HaunHas ¢ 9-

N HepeAn bepeMeHHOCTH.

TOYHOCTb HEMHBA3MBHOIO NPEHaTaAbHOIO aHaAM3a
npesbliwaeT 99%.

fBASIeTCS aAbTEPHATUBOM UHBA3UBHOMY aHaAU3y?!

TecT 0pA0OPEH aMEPUKAHCKMM COODLLIECTBOM aKyLLEPOB U
TMHEKOAOTOB U PEKOMEHAOBAH AN AUATHOCTUKM.

HenHBa3uBHbIK NpeHaTanbHbi AHK aHaAn3 no3Boasier
ONpPeAEAUTb TPUCOMMUM:

T21 (cuHApom AayHa)

T18 (cuHApom daBapAca)

T13 (cnuHapom lMatay)

M YNCAEHHble aHOMaAUKN NOAOBbIX XPOMOCOM:
MoHocomusa X (MX, cuHapom TepHepa)

XXX (Tprcomus X)

XXY (cuHApOM KaanHdeAbTepa)

XYY

Mo naopa (XX nam XY) - noMmoraer B cTpatudukaunm pucka
AN X-CLEMNAEHHbIX 3a60AEBAHNIN, TAKUX KAK FreMOPUAUS,
MbllLEeYHasaA AUCTPOOUS AIOLLEHHA AU BPOXAEHHOM

rmnepnaasn HapANMnoYe4YHNKOB .

Jmcmonenne
110 PeryabTaTaM Hennsasinrol apenataauol grariocTin Tpcosini no 13, 18w
21 xpomocomas, Monocorn X xpomocosii i TRHILIONANR/Weesmiom ero famsmena
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C

) <1/10000 (<0.01%)
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W3HELLA. € €10 NOMOUIH Hem3s siixmtr, nee




© KapuoTtunupoaHue
«bbICTpble MeToabI» - 5 XpOMOCOM
Fish — donyopecueHTHas in situ rubpugmnsaums
© onyopecueHTHasa NLP — konnyecteenHas
donyopecueHTHasa INUP (K®-MNLP)=dparmeHTHbIN aHanu3

® MonekynsapHoe KapuoTunmpoBaHne MUKPOMATPUYHLIN

aHann3 CMA cromosomal microarray (yBenuyeHnue TBIT,
HOpMarnbHbIW KapuoTumn)

24.05. 2005



bbicTpoTa aHanusa

Bo3MOXHOCTb aHanusa marnoro Kofim4ectesa maTepuana unm B
oTcyTCTBMN MUTO30B (KD-TLIP)

Bo3MOXXHOCTL onpeaeneHus npuMecu MaTepPUHCKUX KIMETOK B MSIOAHOM
mMaTtepuarne u noctaHoBke aAnarHo3a 6e3 noBTopHon nHBasum KO-TLP.

OnpegeneHne poanTenbCKOro NPONCXOXAEHUS NCcreayemomn
XPOMOCOMbI NI XPOMOCOMHOTI0 fnokyca K®-[1LIP.

Bornee Hu3skaga ctoumocTb aHanunsa (KO-TLP).

bonee ToyHas oueHka Mo3aunuuama, 0CO6EHHO NPU HaNU4nK
HNW3KOYPOBHEBOIO Unun bonee 2x KNOHOB KIeTok (fish).

BuisiBneHne mukponepectpoek KO-IUP, fish.



[HaHHble Y3WU 1 TpumecTpa: KTp=62MM, TBN=5,5MM
B6/xnmmnyeckuimn ckpmHuHr: c.f XM4=1,034 MoM
PAPP-A=0,3 MoM
Astraia
Puck tp.+21 - 1.2
Puck Tp.+18 —1:18
Puck tp.+13 — 1:38

Kapnotun BX: 46,X+21 — 3 meTadasbl

KO-MLIP 4 obpasua BX: Tpucomusa +21 85-95%

FISH (3-x uBeTHbIN) KNoHbl X/XY — 85/9%

FISH (5-Tn uBeTHbIN) KNoH XY+21:9%:; knoH X+21:84%
Kapuotun kynetypbl BX: 47,XY+21 (15 meTadras)



[lepcnekTnBHbLIN METOA C paspeLleHneM B Thicsuy 1 bornee pas Bbille
0ObI4YHOro KAapPUOTUMMPOBAHUS

EOQVHCTBEHHbIN METOA MO3BOSIAKLWMNA ANAarHOCTUPOBATbL BCEBO3MOXHbIE
MUKpoAdeneLuMoHHble CUHAPOMbI B Npeaenax BCero reHoma

[Ona aHanusa Tpebyetca He 6onee 100Hr reHomHou [HK,
9KCTparnpoBaHHOW N3 aMHMOTUYECKOW XXUOKOCTU UNU BOPCUHOK XOPUOHA

MoxkeT ObITb MCMOMNb30BaH NMpu UCCnegoBaHUM apXMBHOIO MaTepuana u
TKaHen ¢ HegenawnuMncs KrneTkamm

OrpaHunyeHus array: He BbIsiBNSEeT cbanaHCMpoBaHHbLIX XPOMOCOMHbIX
NepecTpoek, He BbIABMAAET N3MEHEHNSA KONIMYeCcTBa KOMNUN B perMoHax
reHoma [JHK KoTopbIX He NPUCYTCTBYIOT HA MUKpO4Une



[TYTb 1: kapuotun n uenesas
FISH (goctaTto4HO Oonga gmarHosa
Npu NpaBuUNbHON TaKTUKe).

[TYTb 2: kapnotun npu
HopManbHOM Y3W 1 BbICOKOM
pucke (aMHMOLIEHTER); )
MOMeKymnsipHoe KapuoTunuposaHue [
Npu NOpoOKax pasBuUTUA nnoaa.

[MYTb 3: monekynsapHoe
KapuoTunmpoBaHUe BCEM.
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