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[lonynaiiMOHHBIM PUCK AHOMAJIUU PA3BUTHUS

JleTaabHOCTH 70 % Bcex 3HToT 4€/JI0OBEKA
BposkaeHHble mopokH pazButusa 2,5 % Bcex HOBOPOKAEHHBIX
HacaencrseHHBIE 00.1€3HH 1.5%

Xpomocomusie Hb - 0,5 %

AYTOCOMHbBI¢ TPHCOMHH 30%

AHOMAJIHH NOJIOBBIX Xpomocom  30%

Bce ocTtanbHbie XA 30%

I'ennnie HB 1,0 %

15 rennnix Hb 50 %

> 3 500 rennnix Hb S0 %

becnioganl 10% cynpy:xeckux nap

CymmMapHbIii Fpy3 Hac/J1ei¢ TBeHHbIX ooJIe3Hel -
34,5-32,8 na 10 000 HoBOpOkKTeHHBIX

E:xerogHo B Mupe pox/jaercs 0KoJ10 2 MJIH JeTeil
¢ HAC/I€/ICTBeHHOMH MATOJJIOTHeH



BennuvHa reHeTU4YeCKoro rpysa
B CaHkT-lleTepbypre

= HacrtoTa BpokKJeHHbIX 3a00neBanuit - 50 / 1000;

= Jlonsa HacnencTBEHHBIX (PAKTOPOB B
MJIAJICHYECKOU CMEPTHOCTU U PaHHEU
uHBanuauzanuu - 40%:;

= JloJig HaceICTBEHHOM IaTOJIOTHA
B JICTCKUX cranonapax - 30%;

= Exeronno B IletepOypre BoisgBIseTcs okoio 60
JeTel ¢ 0oJie3Hbl0 [layHa



Errors of Morphogenesis

Eticlogy Developing
structure
Chromosomal
Genetic Morphogenic
error -»
Teratogenic
Unknown Primary structural

defect

Malformation. Primary structural defect resulting

from error in tissue formation

Deformation
Etiology Normally developed
structure
Extrinsic
(fetal
constraint)
Abnormal
—_— l

Intrinsic force
(fetal
akinesia) Altered structure

or position

Deformation. Alteration in shape or position
of normally developed structure

Etiology Normally developed
structure
Vascular Vascular
occlusion
Compressive ——l
Abnormal
T.."ﬂg force Tissue
destruction

Disruption. Destruction of previously
normally developed structure

FIGURE 2-1. Errors of morphogenesis
GEIGY, Vol. 42, No. 2. 1990, Plate 1))
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CLINICAL SYMPOSIA

(From Nyhan WL Structural Abnormalities: Clinical Symposia CIBA




IIpeHaranbHbIM CKPUHUHT
UENE - cdhopMupoBaHune rpynn BbiCOKOIro pMcKa poXjieHud Aerten
C BpOXleHHON N HacneACTBEeHHOW NnaTosioruemn

1. UMMYHOJIOTHUYECCKHA

* uHpeKnuU (KpacHyxa, repiec, IUTOMETAJIOBUPYC H JIp. ),
 onpeaenicaue Rh-npunanexunoctu kposu u Rh-
U30MMMYHH3aIHU

2. buoxumuueckum - Ucenegosanue MapKepHBIX OSJIKOB B
ChIBOpOTKE KpoBH Oepemennon (ADIL XI'Y, HS, PAPP-A, [3-
XI'Y wu gp.) amsa popMUPOBAHHUSA TPYIII PHCKA MO Pa3BHTHIO
HEKOTOPBIX XPOMOCOMHBIX OOJIC3HEH Y IJI0Ia H

Ac(peKTOB HEPBHOU TPYOKHU

(99

. YIIbTPa3BYKOBOM - Beispienue Y3-MapKepoB XPOMOCOMHBIX
OOJIE3HEH U MOPOKOB Pa3BUTHA Y ILIOAA



Iles1b NpeHATAIBHOI0 CKPHHHHIA

XA — nokasaHMs K UHBa3UBHOM IpeHATAILHOU
JUArHOCTUKE

I'ennblie 2a00/4eBaHNA - [10KA3AHN S K UHBAZUBHOU
IIpCHElTEUIbHOI\/’I JAUATHOCTUKC

Ilopokn pazBuTHSA — 11€71€C000PA3HOCTH TIPOJOJIKEHUS
OEpEMEHHOCTH M BO3MOKHOCTh ITOCTHATAILHOM
KOPPEKIAH



Mpukas Muusgpasa P® ot 28 nekabps 2000 r. N 457
"O coBeplWEeHCTBOBaHUM NpeHaTanbHOW AUAarHOCTMKKU B NpodunakTuke
HacneACTBEHHbIX U BPOXAEHHbIX 3aboneBaHuu y aeten”

Mo 3aknwoyeHuro MuHrocma P® om 12 ¢espans 2001 2. N 07/1459-K0L] Hacmoswud
npukas He Hyxdaemcss 8 eocydapcmeeHHoU peasucmpayuu  (uHghopmayus
onybnukosaHa 8 bronnemeHe MuHucmepcmea KOcmuyuu Pocculckol ®edepayuu,
2001 2., N 3)

B uenax COBEpLUEHCTBOBaHUA NpeHaTanbHON AUarHOCTUKM B npodunakTuke
HacneacTBeHHbIX W BPOXOEHHbIX 3aboneBaHUn y [OeTein, npeaynpexnaeHus OeTCKOW
UHBaNUAHOCTU NPUKa3bIBalo:

1. YTBEPAUTD:

1.1. WHCTpyKuMio no opraHusauyuu npoBeAeHUs npeHaTtanbHoro obcneaoBaHus
BepeMeHHbIX XEeHLWWH C LENbIO BbIABNEHUS BPOXAEHHOW U HAaCNeACTBEHHON naTonorum y

nnopga (npunoxexue 1).

1.2. CxeMmy ynbTpasBykoBoro obcneaoBaHus 6epeMeHHON XeHLWUHbI (NpUnoXeHue
2).

1.3. IHCTPYKUMIO NO NpOBEAEHVIO MHBA3WBHON ANArHOCTUKY Nnoaa u reHETUMECKOro
uccnenoBaHusa GuonTaToB KNETOK (npunoxexue 3).

1.4. VHCTpyKUMIO O npoBeaeHun Bepudukauvm guarHosa nocne npepbiBaHus
OepeMeHHOCTM N0 MEeAWUMHCKMM MOKasaHuaM unu  poxaeHus pebeHka nocne
nNpoBeAeHHOW WHBa3MBHOW ANArHOCTUKKN (MpUNoXeHue 4).

1.5 Cxemy obcnenosaHus OepeMeHHOW JXEHLWWHbl MO OUEHKE COCTOSHUSA
BHYTPUYTPOOHOro passutusa nnoaa (npunoxexue 5).

2. KOHTpOnb 3a BbINOSIHEHWEM HACTOSILLEro rnpukasa BO3MOXWUTb Ha 3aMecTuTens
MuHucTpa 3gpasooxpaHeHus Poccuiickon Peaepauvm Lapanosy O.B.

MuHucTp O J1.lWeB4eHko




lNMpenaTanbHbiNn CKPpUHUHI BIP

MpepbiBaHue HEPEMEHHOCTH B NO3AHEM
CpoKe

XopuonGuorncus (MmIaneHTo0HomnCHs)
Puck ocnoxuennii 0,4%

OntumanbHbii cpox — OnTMManbHLIA
na cpok Buisian BMP

PAPP-AMB-XIY | A L

| CkpuHuHr Y3U
CKpuHUHT Y3U (18 - 22 Hep)
(11 - 14 nep)

E—

12 [ 13 Ji o 15 [ vo [ 17 8 1a [ o 20 [ 21 [ 22 [ 23 I 24



YUyBCTBUTEILHOCTh CKPUHUHIOBOT'O VIILTPA3BYKOBOTO
UCCIICIOBaHMs B IpeHaTalbHON auarHoctuke BIIP nmeer
TECHICHIMIO'K YBEJINYCHHUIO M 3HAUN TEJIbHO KOJCQIETCS B

Pa3HBIX CTpaHax M B pa3Hbie rofbl = oT 20% ([lanus,

HpHaHZLHSI cepeauna 80-x) no 80-90% (M3panin,
- TIIsermus KoHel 90-X)

y

PeasbHas ayBCTBUTEIBHOCTE COCTARIET
45 ~55%



YJIbTPA3BYKOBOH CKPHHHHD
B =l 4snene/ib

- Sauaau;

1 Onpenenu Ih/CROK GepemMeHHOCTH U ,ZlaT\ POJIOB

7, Ml MepeHHe IBII

SRSy A OO LoV KOOI
A4S BIABTICHIC N PYABI IS IO/
3.4JlnarHo€TiKka MHOTOIMJIOAUS U XOPUAIILHOCTH



llipenataabHbIN CKPHHNHL-
TCPMUHOOTNA

CPoKk GepeMeHHOCTY yCTaHaB/IMIBAETCS 10
JaTe [I0C/EAHEN] MEHCTPYaLIWY

[1pOACIKUTENBHOCTE 6EPEMEHHOCTU OObIYHO
cocrassnisiet 280 aHen (40 Hepenb), cumTas C
NepBOro AHSA NocneAHen MeHCTpyaLun

(ecin NPOAOIHHUTENBHOCTD LKA 28 AHEN 1 3a4aTie
HACTYITNIO B CPEANHE LNK/E)

Hegenn 0 -13 => [lepBbiY TPUMECTP
Heaenn 14-26 => Brtopou TpuMecTp
Heaenun 27-40 => TpeTun TpUMecTp



BOPOTHNKOBOE NPOCTPAHCTBO




H[} ABINId NIMCDPDCHHWH TOIIITNHBI BOPOTHNKOBOI O

HPoOCTPAHCTBA (Snijders RJM, Nicolaides KHN)

oCpok OepemenHocTH 11-14 Hegean (KTP 45-84 mm)

eMAKCHMAaJ/JIbHOE YBeJINYeHne H300pasKeHn s
(wrox 3anuMaet 75% sKkpaHa)

eIIPO/I0/ILHOE H300paskeHne IJI01a
(4eTKO BHeH NPOoPHJIb)

eI1J)I0od OTAC/IBHO OT aMHHOHA
(BI/II[H])I TPH Hapa/LIC/IbHBIC JIHHHH)

SHU3IMCPHCTCH HAHOO0JILIIAS TOJIINIHHA TTO34a/I1 ITICH

eKAJIMIIEP Pa3Mel[aeTCHd HA TKAHSIX CJIeAys IPABUIY
"on/on"'



40 Uitrasound Evaluation of Chromosomal Abnormalitios

I

e

Conventional Measurement

FIGURE 3-2. Corventional measurement for measuring the nuchal transiucency, (Mustration by James A
Cooper, M.D., San Diego, CA)
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N POFHOCTIYECKOE BHaYEHE
BOPOTHVKOEOLO NPOCTPaHCTBa
(M.B. MeaBepes, 2000)

1. TBII 3 mm u Oosiee X A BBISIBIISIFOTCS
B 30% (n=1983)

2.Coueranue usmepenus TBII ¢
onpeneiiennem PAPP-A, B-XIU
BEIABIIsIEMOCTE CJI 85 — 91%

3.Pacminpenue TBII npu orcyrcTBHN
XA MpUBOAUT K HEOIaronpusTHOMY
ucxony B 11 — 42 % cnyuaen



[lepyiHaTafbHBIE NOTEPY RPY pacllpeHnm

BOPOTHUKOBOIO MNMPOCTPaHCTBA
(M.B. MeaBepes, 2000)

TonuwmHa BOPOTHUKOBOIO
npocTtpaHcTea (MM)

3 4-6 =7
P. Pandya, 3,3% PAVA 64,3%
1995
J. Hyett, 5,3% 8,8% 23,5%
1996
A. Suoka, 3,7% 11,5% 55,6%
1998




Normal fetus




OTCyTCTBHe HOCOBOM KOCTH Y IJ10/Jd4a € C-M }Iﬂyﬂ‘d

Fetus with trisomy 21

Fetal profiles ot 12 wmecks of gestation in & normal fetus,

showing the nasal Bone, and a trisomy 21 fetes. showning
absence <f the nasal one










TakTNHEeckne pelleHnd
B 1 TPNMECTpE

YNbTPa3BYKOBLIE MapKepbl XA
[[py6bie NMopoKy pasBUTS
Paciuperne 1Bl npy HopMasibHOM Kapyomnne

HeT natonormum



YiabTpa3zByKoBOU CKpUHHHI B 20 — 24
HeAeHn

3ajlaum:

1f JleTanbHast olleHKa aHATOMHUHU TI710Ja JIJIS BLIAB/ICHHUS
BITP n¥1bTpa3ByKOBLIX MapKepoB XA

2. BrisBiieHUe paHHUX POPM 3aIePKKU Pa3BUTHS
1044 |

3. Onenka konnuecta AJK

4. OueHKa pactionoKeHu sl 1A eHThl

i
i
i
{
l
1



MeHoTNIMUECKIE P osiB/IeHIs
cuHapoma layaa




D eHOTNNNYECCKIE TPOSIBICHNA XA
Tpucomns 21 cunapom Adayia

*bpaxunedanus

* YMEpeHHAasl BEHTPHKYJIOMETaJIUs

] ITocKOE MU0, MAKPOTIIOCCHS, IIPHOTKPBITHIN POT

o YV TOIICHUE MIECHHON CKITAIKH

« BIIC (JIMDKIL, aTpHOBESHTPUKYJIIPHBIN CENTATIBHBIN JSEKT)
* ATpE3US ABCHAUATHIICPCTHON KHIIIKH

] UNECP3XOTeHHBIN KHIIICUHUK

* Y MEpEHHBIH THIpoHEDPO3

* YKOPOUYECHHE KOHEUHOCTEN

* KITHHO JaK THITH S

] unonsasus cpeAHcH (pajJaHTH MATOTO MaIblla U €TO YKOPOUCHHUE
(omuromesodanrus, opaxumesodaaaHTu)

(RIM SNIJERS, KH NICOLAIDES, 1996)

Pa3zmMep HOCOBOM KOCTH HUKE 5 MEeHTHIIS (KH NICOLAIDES, 2002)



Puck tpucomun 21 BO BTOpoM TpaMecTpe

BOo3pacT Puck CH Puck Cl1 nocne Y3U
S 1:157 1:1736
40 1:74 1:813
41 1:57 1:624
42 1:44 1:479
43 1:34 1:368
45 1:21 1:224

Devore G/ ARy Y, OBStelics anag GYHesoiogy. 199 Viar 69(S8): S1o-60






1011 cKaaakn npm C/

INST. OB/GYN : 27-02~"98
‘F 19:03:48

RUSS IAN AMS 3
: == 2CV  S. 0M

PWR: 90%
' GA :23w3d

MEASURE
B-1
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AC Next

BPD HC
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JlyvoacHaabHAS aTPe3us Uscioma 5006

CpPOKH JUATHOCTHUKH: BTOPOU-TPETHU TpUMECTp (26 HEACD)

Couetanue ¢ XA (cunapom Jlayna) 40%,
Hpyrue anomamuu — ckenetHbie, JKKT, BIIC, MBC, renernueckue

CHHIPOMBI
[IporHo3: npu coOYETaHHBIX AHOMAJIHIX CMEPTHOCTDL 36%

JIBeHaaaTH-
IepcTHAas
KHIIIKA

duodenal
atresia







Y3-mapkepsn1 C/ Bo 11 Tpumectpe -
OpaAxXuME30(AIAHT TS STOL0 NAILIIA



DeHoTIMYECKIE HPOABJICHIS XA
Tpucovmis 13 cumgpom llaray.

o[ oiionpozsHIlehAINI U CoOYCTAHHBIC ¢ HEH aHOMAINN
JIALa

o Vinkpoiedaimsi
*BIIC

o[ lopokn HOYCK (Yallle FUNCPIXOTCHHbIC YBEINYCHHbIC
[OHKH )

*OmMpaioneic

o| loimnaxTriing






FTEHETUMECKWIA LEHTP CMB CBE(AMM)=30H1iA Mi100
] N 4 oy T ' | '

SMH




HonuaaxkTuaua npu cuaapome Ilaray

WUz: Jord LB, Carey JC, Bamshad MJ, Raymond LW /Medical Genetics.Second Edition., 2000
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dDeHoTNNIUYECcKAE NPOsIBIe HIsST XA
T'pucomus 18 cuapom IaBapiaca

«KiryOHmMKooOpasHag dopma roJIoBKI
*KHCTHI COCYAMCTHIX CILIeTEHIIN
*OTCYTCTBHE MO3OJIMCTOTO TeNa
*Pacmupenmie OONBITON ITUCTEPHBI
*PacriemHsl Jma

*MukporeHuga

*OTeK 11en

«BIIC

«JlnacpparmanbHad rpeika

*ATpesnd rmnesona

*Oncpartoriene

o] [opoku miotex

*MuenomeHHT O11eTIe

«3BPII

*YKOpoUeHne KOHETHOCTe!

* ATimasug JIydeBol KOCTU
sKammromak Tiimg (CKpenTeHHbIE TTabITh )
*Bamprycnad nedopmaimg cTormn



<y BHIKOOGPaBHAGR depMal OJIOBKY

F 3.5 G70 PUW100




JIYHEBASAA KOCOPYKOCTb (PAOUAJIBHAA
M w) DMEJINA, PAAUAJIbHBIN TUMN ANCTAJIBHOW
JKTPOMEJINA ) ¥ IJIO4A C CUHAPOMOM
SOBAPAOCA

ST. PETERSBURG GA(LMP)=17W2D P80 PP C36
‘23. 2 A ; ' o N

- \-:J“-‘
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Yacrora ﬁ[le}"H.TIOIfIJ],'I"Iﬁ B 3aBUHCHMOCTH OT YHuc/1a
VIbTPA3BYKOBbLIX MAPDKCPOB

(2086 GepeMeHHBIX)

4 ]

“HHNCINno MmapkKkepoeB

Nicolaides KH, Snijders RJM, Gosden CM, Berry C, Campbell S.- Lancet, 1992
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CENTRE ST.PETERSBURG GA(LMP)

GENETICS
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CHHEMEEOBAS [PbMe
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Knecrozno-¢ )ZHBIN MOPOK T

HYPERECH. LUNG 18/03/98
MED.GENETICS CENTRE ST.PETERSBURG GA(LMP)=26W4D P8O

MI<0. 4



RHCTO3H D=A/ICHOMATOSHbBIN HNOPOK THII 4

ADENOMATOSIS 10/12/99 089:53:16
MED.GENETICS CENTRE ST.PETERSB'URG GA(LMP)=17W6D P8O
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Arenesus moyek (ITorrep 0) Yactora 1 : 4 500

Manopoue (aHTHIpaMHHUOH )

OTCYTCTBHE MOYEBOTO ITY3bIPS
OTcyTeTBUE H300paKECHHS TMOUCK

LIpu IJIK oTcyTeTBHE MOYCUHBIX apTEPUH




ENETICS CENTRE ST.PETERSBURG GAR(LMP)=25WeD P8e PP C36
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ST.PETERSBURG GA(LMP)=21W4D P80 PP (551
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TakTuyeckme peleHns
B0 Z-METPDVIMECTPDE

1 YNbTpa3ByKoBbie MapKkepbl XA VIHBasBHas
HpeHaranbHasd AVarHOCTKa

[pybble [MOPOoKM Pa3BUTUS
PEpbiBaHne 6epeMeHHoCTIA

. Koppurnpyemelie BliIP
LOHEYbTalVE CHElancTa, NPoAo/REHNE
AVHaMUYEcKoro HabawaeHns Ha Z2-Ml YPOBHE

- Het natonorumu

Y31 B 32— 34 Hepenu



BIP, Tpedyielive ANHaMNYECKORO
HEOAAEHNA

" Kncrbl cocyauCTbIX CR/IETEHNN
. ObCTpyKTBHBIE YROHaTN

1 AHOManny XKKT

= BIC
. ManoBojane

«- MHoroBsoaue
. Onyxonv naojaa 1 o6bemMHble 06pasoBaHNS
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AbBopTyC 26 Headernb




HexkoppurupyeMbie (Y EIorHo) ISIHIP
(I K. Hemwmiora)

I py6eie BllIP ronoBHoOro Mosra

HEPBBE,EHMBUJEIFICFI D,BOFIHFI C ODLLUMMN XNSHEHHO-
BeVKHBIMW OPliaHaMI

CANHHOMOSOBLIE FPhIXKMY
[IBYXCTOPOHHEE MOpPaXKEHNE MOMEK

MHoOXecTBEHHbLIE MOPOKY MO3BOHKOB (Ha 3Ha4YMNTENbHOM
NpPOTAKEHNI)

SKCTPOMMA MOHEBOrO MY3bIPS

Kommneke BP, kaxasii N3 KoTopbix Tpebyer
OMNEPATNBHOIO JIEHEHWSA B MEPUOAE HOBOPOXKAEHHOCTM
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MeKOHVWEBBIV MEPUTOHUT

MED GENETICS CENTRE ST PETERSBURG 135609 ThI0DG2004 graarns
NOVIKOVA F 10_06_2004_13_35 53
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MED.GENETICS CENTRE ST PETERSBURG 134915 Th 10062004  gepmens
NOVIKOVA F 10_06_2004_13_35_53
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TakTuyeckme peleHng
BIS-M TVIMECTPE

« HecoBmMecTuMble ¢ mocTHaTanAbHOW 13Hbto BI1P
lpepbiBaHye 6epemMedHHoCT — STUUECKAS U
IOpUANYEcKas NposiaemMa

. Koppurpyemsie BIIP
liponoHrMpoBaHe 6epemMeHHoCTA
{OHCYNbTalVS CHelanica
ANHaMUecKoe HabnmwaeHne

2 HeT nmatonormm
AHaMnyeckoe HabnwaeHe 3al COCTOAHVEM
plpleile




« . BO MHEOIOM My IPOCAN
MIEORO N NCHRAIIE
N0 MBIOACCT OB HAEAL
VMHOMACI CROPO5.

Kuura Exxknucuacra, uinu [Iponose iHuka
I'maBa 1, cT.18






