U.B.KAPEBA, T.K. KAWLEEBA,

B.[. BAXAP/IOBCKUHA,

T.B. KYSHELLOBA, 9.K. ALJTAMA3SH,
B.C. BAPAHOB

HUW akywepctsa u runekonoru

um. [0.0.O1ra PAMH,

Carkr-lNetepbypr

NCCNEOOBAHUE MAPKEPHbIX
CbIBOPOTOYHbIX BEJIKOB B
NPEHATAJIbHO OUATHOCTUKE
XPOMOCOMHbIX BOJIE3BHEN

MporeneHo conocrarseHue
pe3ynbLTaToB UCCNnenoBaHus
MapKepHbIX CbIBOPOTO4HbIX 6eKOB,
YNbTPa3ByKOBOro CKPUHUHrA,
AAHHbIX LUTOreHeTU4YeCcKoro
nccnepoBaHus NAOAHOro
MaTepuana, noJly4eHHbIX npu
obcnenosaHnn 306 GepemMeHHbIX,
OTHOCSALWLNXCS K rpynnam
MOBbILLEHHOTO PUCKa POXAEeHUsA
neTen ¢ XpoMOCOMHOWM NaTonoruen.
ConocTaeneHa 4yactoTa OoTAeNbHbIX
aHaMHeCTU4YeCKUX AaHHbIX,
OCJIO)XXHEHUN U UCXOO,0B
6epeMeHHOCTU NPU PasNUuYHbIX
3HayeHnax XM'4 c 13-ihno 21-10 HeA.
O6epeMeHHOCTHU.

Bo Bcex cny4asx
HecGaNnaHCUPOBAHHOIO KapuoTuna
Bo3pacT 6epemMeHHbIxX 6bis1 35 netmn
crapwe, nn6o umenucob
yNLTPa3ByKOBble MapKepbl
XPOMOCOMHbLIX OONe3Hen, 4To
ABUJ1I0Cb OCHOBHbIM NMokKa3aHnem K
NpoBeaeHNIo KapUoTUNUPOBAHUS
nnopa. Nony4yeHnb! AaHHbIE O
3aBUCUMOCTU MeXAay NoBbllLeHNeM
XI'4 B cbiBOpPOTKE KPOBU
GepemMeHHbIX U HacToToMN
HeBnaronpuUaTHbIX KICXON0B
6epemMeHHOCTH.

JKypHan akylepcTBa v )KEHCKMX 6onieaHen

H3eecmmno, umo 6o epems Gepe-
MEHHOCTRU HEKOTNOPbLE IMOPUOHCTIE-
uupuunvie Geaxu, npooyyuUpyemvle
KACMKAMU CAMO20 N00Ad UNU NAd-
uenmoL, NOCMYNAom 6 KpoGy Mame-
pu. K maxum smbpuonansmoim (map-
KepHBIM) CHLGOPOMOUHBIM 6elKaMm
(MCB) ommnocamecs a - ¢pemonpo-
meun (ADII ), xopuonuueciuti (x0-
pUaIbHbLl) 20HA0OMPONUN UeN08e-
xa (XI'), ceobodnuiii ( Hexonvro2u-
posannvii) scmpuon (C3), 6enox
6epemennocmu PAPP-A (pregnansy
associated plasma protein-A) u ne-
Komopwie Opyeue. Mx xonuewmpa-
UUL 6 COIBOPOIMKE KPOoBU bepemen-
HBIX USMEHSCINCS 8 3AGUCUMOCTRU O
cpoxa GepeMennoCcinu, COCMOAHUS
hemo-naauyenmaprozo KOMnieKCa u
MmHozux Opyeux haxmopoa [4,5,12].
Konuuecmeennoe usmepenue 3mux
Mapreprvix 6e1K06 N0360AAEM NPO-
600ums dunamuueckoe nabawodenue
3a meuenuer 6epemMenHocinu, a max-
Ke BLIIGIATNG OMKJAOHEHUS 6 PA3-
GUmMUY NA00d, 00YCAOBIECHHDLE 2eHe-
MULECKUMU U IKI02EHHLIMU (DaK-
mopamu [6,7,9].

Hcnoavzoseanue  080UHOZ0
(ADIT+XT'Y) uru mpounozo (AD-
II+XTI'Y+CD) mecmos 0as CKpuHuH-
2a ecex xenwun npu cpoke 15-16
nedenv Gepemennocmu no3eosiiem
GLLAGUMD U NPEOOMBPAMUNG POK-
denue do 60-809 nnodos ¢ 6ores-
noto ayna [9,15]. Taxum obpaszom,
napsdy ¢ Y3 ckanuposanuem, CKkpu-
nune MCB sigasemcs GaxHetuwuum
HOUHGA3UGHVIM METOOOM OUEHKU
COCMOAHUSL NA00d, NOIGONLIOUUM
npogodums PayUOHALLHYIO NPOPu-
AAKMUKY 8POXKOEHHOU U HACAeO-
CIMBEHHOU NAMOLOZUL.

Cenexmuenovil ckpurune ADII ¢
colBOpOMKE KPOBU GepeMeHHbix 60
2-m mpumecmpe bepemeHnocmu @

Canxm-Ilemep6ypze nposodumcs 6
nabopamopuu npeHamarvHoll 0uaz-
HoCTUKU HaACAeOcmeenHblx 6one3nell
wenosexa HUHAT um. /I.0.Omma
PAMH ¢ 1989 2oda. C 1993 zoda
3MMOM CKPUHUHZ OONOLHCH uccaedo-
canuem codepxanus XI'd.

Hacmosawas paboma aGAsemcs
Pppazmenmom  pempocneknucHozo
AHAIU3A NOTYUCHHBIX PE3YLBTNAINOG.
OHa noceau,ena U3yueHu1o 3aGUcu-
Mmocmu mexdy codepxanuem MCD
8 CbIGOPOMKE KPOGU OePeMEHHVIX U
Pe3YNLIMAMAMU YUINOZCHETNUULCCKO-
20 uccedosanus nio0H020 MAMepPU-
ana, a maxie aKywepcKou namo-
J02UeH.

Mamepuan u memodul

B pa6ome npoanaiu3uposanvt
pesyavmamuve o6cnedocanusn 306
Gepemennvix, nPOXoOUGUUX UHGA-
3UGHYI0 NPEHAMANLHYIO OUAZHOCTNU-
xy (I1/1) ¢ ueavio Kapuomunupoea-
Hus naoda 6 1-m u 2-m mpumecm-
pax 6epemennocimu 6 1abopamopuu
npenamanvHoli OudzHOCMUKU Ha-
credcmeennvix Oone3Hel ueno6eKa
HUHAT um. /1.0.0Omma PAMH ¢
meuenue 1996 zoda.

Bce 6epementvie 0MHOCUAUC K
2pYNNam noGLIULEHHO20 PUCKA POXK-
denus demetl ¢ XPOMOCOMHOU NATNO-
Jl02ueil 6 COOMBEMCMEUU ¢ NPUKA-
30m 316 0om 30.12.93 M3 PCOCP.
Haubonee MHOZOUUCLCHHYIO 2pYnnY
(171 uen.) cocmasunu 6epemennvie
6 soapacme 39 nem u cmapwe. Pac-
npedenenue Gepemennolx no OpyzuM
2PYNNAM NOGHLULEHHOZO PUCKA NPED-
cmasneno na duazpamme (ci.
cmp.19).

Codepxanue ADII u XI'Y 6 coi-
Gopomre Kposu OepeMenHblx U3me-
pAAU CIMAHOAPINHBLM UMMYHODED-
MEHMHBIM MEMOOOM C UCTONb308A-
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Pacnpenenenme 6epemeHHEX rpynn pucka 8 30BUCHMOCTM OT codeTanms aHavennin MCB B cpoku ¢ 13-4 no 21-io Heaenio Tabnuua 1
M NATONOTMM KAPUOTMNA NNOAQ :
o % om

Xdpcixm@p usmenenuii MCE : Zp;\:jnbl ;;C:; (égjg) Aueynioudus | Moaauuusm C’%{}Zggé%{)— {Ipouue
| N AIID, N XTY L 1 75 1 433 ] 5 ] 1]
| N AllD, J*XT4 | 2 1 @ [ 243 [ o> T - 1 - T -
| N AllD, MXId | 3 | 9 [ 5o [ o [ - T T —7]
| PALlD, N XTI | 4 [ 20 [ 145 [ - T - 1T 2 T =]
| fAIID, TXIY | s [ ¢ [ 23 [ - T - T 17T -]
| TAIID, JXTU 6 [ 17 T 98 T - 1T - T - T -]
[ JAITD, N XI'Y | 7 1 1+ T 06 | = | N | = -
L JATID, JXTY L s T + T 06 | - | - | = - ]
j 6cezo ‘ I 173 l ’ 9 I ! I 3 ‘ ! ‘

+ 1-22 MoM
* 1 -<0,5MoM

Xaparxmep usmenenut MCB NA(DH N%&(DH ]YMI ol gt Lt \"’A‘CDH DI J,A (D'H

: NXLZ | LXrq | PXCY | IXTY | JXTY | sxry. |NXEU b Jxry
1 Ne zpynno I / L 2 I 3 ( 4 ] 5 [ 6 , 7 | 8 .
I quca0 bepementvix | 79 ‘ 57 l 5 ’ 38 ( 2 | 9 l 1 l 3 ‘
| % om obwezo wucna (N=194) | 40,7 | 294 | 26 | 196 | 1,0 | 46 | 05 | 15 |

x T->2 MoM
* L -<0,5MoM

HueMm OuazHoCMuueckux Habopos
HDA-ADII u UHDA-B-XTY
<AHAIIJTFOC» ¢upmvr « Pow-Moc-
xea». ITonyuennvie abcomomnoie ge-
Aununsl cooepxanus ADIT v XI'Y
8 KaxJdoM CAyuae OMHOCUIU K Me-
duane xonyenmpayuu ADII u XI'd
8 CHIGOPOMKE KPOGU NKEHUUH NPU
danrom cpoke bepemennocmu u cot-
paxaiu é gude Kpammozo meduane,
0603Hauawezocss 6 aumepamype
cokpawenno MoM (om anzauiic-
xozo «multiples of mediane»). Me-
duanwt codepxarnus MCE npu pas-
Holx cpoxax 6epemennocmu GvLiu
noayuens. pamee npu  06caedosa-
nuu 2000 6epemennvix (npeumy-
wecmeenno xumenvnuy Canxm-
HHemepbypea)[2].

Aannvie o vacmome u xapaxme-
pe OmKJIOHEHULl OMm HOPMbL  YpPOG-
neu MCB 6vLau noayuenst Ha 0CHO-
sanuu ananrusa 173 cayuaes (epyn-
ot 1-7, cM: Quazpammy) oonoxpam-
1020 onpedenenus IGYxX MaApKepHbLx

6enxos (ADIT u XT) ¢ 13-ii no 21-10
Hedeno bepemennocmu, 6 m.u. 6 51
CAYUaGe 8 ONINUMATLHBIE OUAZHOCTNU-
ueckue cpoku (15-16 nedean), pexo-
MeHOYeMble CYUeCmEyIouuMU npo-
zpamMmanu GUOXUMUUECKOZO CKPU-
nunea [14]. I'pynna Gepemennwvix,
HANPABIEHHLIX HA NPEHAMATLHYIO
JuazHOCIMuUKY MONBKO NO pesyioma-
mam cxputunza MCB, 30ecy ne yuu-
muigaracy (Quazpamma, zpynna 8).
B 27 cayuaax uccredosanue MCB
npogodunoce 6 dunamure (uepes 1 -
6 nedens).

SHAUUMbBIMU OMKIIOHEHUAMU Om
HOPMbL, COZNLACHO CYULCNBYIOUUM
pexomendayusam nposedenus 6uoxu-
MUYECKO20 CKpunuHea [2], cuuma-
AUCL NOKA3ANENU COOCPHKANUSL
ADIT u XI'Y menee 0,5 u sviwe 2,0
MoM. Ilpu naruwuu maxux om-
KAOHEHUL © omcymcemeuu opyeux
Ghaxmopoe pucka eonpoc o noxasa-
HUAX K UHBA3UBHOMY BMeULAmellv-
CMEY 6 KAXOOM KOHKPETNHOM Cy-
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uae peutancs xoanezuanvro (zemne-
MUKOM, AKYWEPOM-2UHCKOL0ZOM) C
yuémom cpoxa bepemennocmu, 6o3-
pacma, awammesa, ocobennocmei
meuenus Gepemennocmu u Opyaux
chaxmopoa.

Konmponvnyio epynny  cocma-
curu 194 6epemennwvie ¢ sospacme
00 34 nem exmouumenvio, He om-
HOCAUUCCS K 2PYNNAM NOGHLULEHHO-
20 pucka (epynnot 1-7, maba.) u ne
n00GePzacUUCC UHGAIUGHOU NPEeHA-
manvnoi duaznocmure. Hamepenue
MCBE npoeodunocv ¢ me xe duaz-
nocmuueckue cpoxku (13-21-a ne-
denu Gepemennocmu).

T nodnwvil mamepuan noryuaru
nymem mpancabooMunaivHOll X0-
puonbuoncuu, niaayenmoyenmesa
(sopcunvL xopuona uru niayen-
mot), aubo xopdoyenmesa (nyno-
BUNHHASL KPOGb na0da). Xpomocom-
nole npenapamor u3 6uonmamos
xopuona (naayenmol) u rumpoyu-
MOG NYNOGUHHOU KPOGU NI00aA 20-

JKypHaut akylepcTBa 1 >keHCKkMX 6onesseit



moeuAU MEMOdaAMU, ONUCAHHLIMU
pamnee [1].

Jannvie anamnesd, 0cobeHHOCTRU
meyeHuss 6ePeMeHIOCU 1 €€ UCXO-
Owe  uccaedogannvt y 65  xenwun
epynn pucka (mabruya 1) nymen
anaiusa ucmopui 6oae3Hu U cne-
yuarLHo PA3pabomantsvlx ankem.

Pe3yavmamut

OmKI0OHEeHUS OTh HOPMANBHBLY
snauenuti cooepxanuss AADIT u XI'Y
y Gepementblx epYnn NOGHIULEHHOZO
pucka (1-7 epynnot, duazpamma) 3a-
pezucmpuposanvt 6 56,7 % (epyn-
not 2-8, maba. 1), 8 KOHMPOILHOU
epynne 6 59,3 % (epynno. 2-8,
maénr. 2). Omxnonenus ADIT u
XI'Y om HOpMAALHLIX 3HAUCHUU
(npu uzoruposannoi ouerxe)

GCIMPEUAIOMC COOMEETNCNBEHHO
27,1 % (epynnoe 4-8) w6 42,2 %
(epynnw 2,3,5,6,8) y Gepemennwvix
evicoxozo pucka u ¢ 27,3% (epyn-
not 4-8) u 39,2 % (epynnw
2,3,5,6,8) cayuaes ¢ zpynne cpac-
nenus (maba. 1 u 2).

Cayuau posxdenus: demeii ¢ Xpo-
MOCOMHOU namoaozuei y bepemen-
HBLX 2PYNNbL CPAGHEHUSL HAM Heu3-
eecmmo.

Credocamenvro, OMKIOHEHUS.

snawenun MCB ecmpeuanuco npu- .

MEPHO C pacHoul uacmomod y bepe-
MEHHBLX 2PYNN GbICOKOZ0 PUCKA
(zpynnot 1-7, duazpamma) u @ KOH-
mpoavHot epynne. Odnaxo 6 zpyn-
nax pucka mu OMKJAOHEHUS CoUe-
MALUCH ¢ namoozuel Kapuomuna
y naoda.

I pu yumozenemuueckom uccie-

doganuu na00H0Z0 MAMEPUaLd Goi-
aeaeno 29 cayuaes xpomoCOMHOL
namonozuu (9,5% ), uz nux 9 ¢ 1-m
u 20 6o 2-m mpumecmpax bepemen-
nocmu. Haubonree mnozouuciennou
okaszanacv zpynna niodog c necba-
LAHCUPOBATHBIM AHEYNILOUOHDIM K-
puomunon (17). ¥ 9 nrodos zape-
2UCmpuposavl COANAHCUPOCAHILLLE
XPOMOCOMHBIE NEPECMpPOtKU THUNd
unGepcuu npuyenmpomepHotl obaa-
cmu xpomocomvt 9 (7 cayuaes) u 2
CAYUAR XPOMOCOMMBIX MPAHCLOKA-
yuit (odna uz nux - de novo). Cpe-
Ou aneynaoudnvix nio00s CUHOPOM
Jayna (mpucomus 21) obnapyxen
y 4-x, cundpom ddsapoca (mpuco-
mus 18) - y 4-x, cundpom Ilamay
(mpucomuss 13) - y deyx, mpuco-
Mmus 7 - y 00HO20, HaAAuuue 0ONOJ-
HUMEIIbHOU MAPKEPHOT XPOMOCOMBL

’ Kapuomun Bospacm ﬂoxasqnuﬂ Cpox ADII, M XTY, M
7 | 47, XX+21 |41 | gospacm [ s [ ¢ 1 o6 |
[ 2 ] 47, XV+7 [ 35 | Iheemoduwnme | 13 | 4 [ 1 |
N 47,XXY [ 40 | s03pacm [ 19 1 09 | 09
L4 ] 45,X0 | 22 | BHP- 2uzpoMa uleu ‘ 18 l 1 | / ‘|

5 47, XX+21 41 6osreanv Jlayna y naoda npu 10 1 0,8

npedvidyuets Gepemernnoc-
mu, 603pacm
6 |46, XV /47, XY+mar (naayen- 40 gospacm 18 0,7 0,8
ma) 46,XY (xpogw naoda)
7 47, XX+mar (mat) 31 HOCUTENb KAp-nd 16 1,2 1,2
47, X X+mar, npusvtunoe

8 |46,XX inv9 (p11;q12) mat| 39 Hocumens kap-na 46, XX 16 1 0,8
L 9 i 47, XXX ] 24 loaaéouezmocmb cocmosuem nﬂoan{ 16 l 1.2 [ 1.2 4]

10 47, XY+18 38 cruxcenue ypoeus XI'd, Y3-mapxepot 21 1 0,1
L 11| 47, XX+18 [ 40 ] gospacm [ 6 [ 14 1 02 |

2 ] 47, XX+18 28 MBIIP n10da 27 2 1 o1 |

13 r 69, XXX 25 cundpom 3adepxxu pasgumus nioda 17 0.6 I 0.07 J
r 14 I 47, XX+21 I 37 ‘ nosviuenue_yposus XI'd, marosodue ] 18 ‘ 1.2 I 4,3 4|
I 15 I 47, XV+13 \ 41 | soapacm, MBIIP naoda l 20 | 1.4 | 3.6 ‘
[ 16 |47, XXV inv 9 (pii:q12) | 42| go3pacm | 13 | 15 | 24 |
L 17 47, XX+21 40 | gospacm 11 16 | 22 |
18 47, XX+13 2] gospacm 12 o [ 15 |

19 46, XX t(3;8) de novo 33 nocumens xap-na 46, XX 16

inv 9 (p11;q12)
20 46, XY inv 9 (p11;q12) 30 MYHK HOCUMEND Kap-nd 16 aTFoc
46,XY inv 9 (p1i;q12) éf;:f':ji'_
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npu pasnuureix suasermax XI ¢ 13-4 o 21-i0 Hen,
 Yposens XI' - |xrusosm| % | osm<xra <o % | xrusom %
| Koauuecmeo nabadenuil ‘ 20 ’ | 24 | | 21 | —l
I Cpeonuil sec nogopoxdennvix (2) I 3321 | I 3465 l ] 3426 l ]
| Kon-60 nepsobepemennvix I 3 | 14,3 | 2 | 8,3 ‘ i l 33,3 j
I Topmonanvuas mepanust ¢ 1 mpuM»p?l ! I 4,8 I 3 l 12,5 I 7 l 33,3 j
[ Pannuii moxcuxos | 3 T 143 ] 11 | 58 ] T
| Onepayuu Ha npudamkax 6 am-3e | 0 [ 0 I 2 I 83 l 0 l 0 j
I Muoma mamxu | 5 l 23,8 I 9 l 37,5 1 3 I 14,3 1
[ Tecmos | 11 ] 524 ] 12 | 500 | 10 | 476 |
IHJzaueHmapH(m Heaocmamounocmbl 4 | 19,0 ‘ 2 | 12,5 I 4 I 14,3 ]
\Vepoxawouwuii goicudouu 6 1 mpumpd 3 | 14,3 | i | 291 ] i | 333 ]
‘ OP3 6 1-m mpumecmpe | 6 | 286 | 2 | 8,3 | 5 | 238 |
L Mmnozosodue I 2 | 9,5 l 3 I 12,5 ’ / ’ 4,8 :‘
| Anemus bepemennvix l 7 ’ 33,3 | 9 l 37,5 ] 8 l 38,1 ]
| Tecmayuonnsiii nuesonedpum l 3 | 14,3 | 1 I 4,2 I 3 | 14,3 j
| Anmenamanvias 2ubenv nioda ] 0 l 0 I 0 I 0 | 3 I 14,3j
L IIpexodespementvie podwt I 1 [ 4,8 I 3 ‘ 12,5 I 3 ] 14,3 T
| Cpounvie podvi | 19 ] 952 ] 21 | 875 | 18 [ 85,7 |
| Kecapeeo ceuenue | 4 | 191 | 7 | 29,1 ] 6 | 285 ‘]
| Hepunamanvmas Inyeparonamus I I 333 | 4 | 16,7 | 4 [ 14,3 I

- Y 00H020, mpunaoudus - y 00HO-
20. Y 4-x aneynnoudnsix nnodos 3a-
pezucmpuposansl 4ucI06vle HApyue-
Hus 6 cucmeme zonocom. Cyue-
CMMEEHHO OMMEMUMb, 4MO 60 6CEX
CAYUaAAX aHeynaouduu 603pacm
Mamepu Goir 35 nem u cmapwe (13
cryuaes), 1ub0 UMEAUCH YAbMPa-
38YKOBbIE MAPKEPbL XPOMOCOMHBLY
6onesneu (4 cayuas).

B 24 cayuanx (Ouazpamnma, spyn-
na 8) nepsuunviM noxasanuem K
npoeedenu0 UHBAIUBHOU NpeHa-
manvHotl OUazHOCMUKY A6ULOCH HA-
AUNUE 3HAYUMBLY OMKIOHEHUL
MCB. Ilamonozus xapuomuna &
amoii zpynne bvira svieaeHa 8 08YX
cryuanx. Y bepemennoi 38 rem npu
cruxenuu XI' na 21-i nedene 6epe-
menrnocmu (0,1 MoM) u obnapy-
xKennvimu enocaedcmeuu (npu yao-
mMpa36yKoeom UcC1edo8anuu) Kuc-
mamu cocyducmuix cnaemenui 6 6o-
KOBBLY. KeNYOOUKAX 20106H020 MO3-
2a, nno0 umen cunopom Joéapica.

Y 6epemennoti 37 nem npu nocwi-
wenuu XI'4 na 21-i nedene Gepe-
MmeHnocmu 0o 7,1 MoM u npu3na-
Kax Manogolus y naoda 6viieien
cundpom Jlayna.

B 20 cayuaax namorozuu xapu-
omuna naoda uccaedosano codepxa-
nue MCB 8 coigopomke xposu Ge-
pemennoti (ma6a. 3). B 11 cayua-
AX OMMEUANOC OMKIIOHEHUE UX FHA-
YCHUL Om HOPMALLHOZO, a 6 9 Cay-
uasax naxoounucs ¢ npedenax 0,5-
2,0 MoM, m.e. ne omauuaiuce om
CPeOHenONYASYUOHHOZ0 YPOSH ONLA
danmnozo cpoka 6epemennocmu. 3na-
uumenvHole xonebarnus MCB, 21as-
nowm ob6pasom XI', Goau xapaxmep-
HoL 028 6onvuurcmea 6epemenivix
(8 us 14), naodw KOMOPbIX UMEAU
YUCTOBbLE HAPYULEHUS. KAPUOTNUNG G
cucmeme aymocom. B uwacmmnocmu,
y 2 u3 4 ¢ cunopomom [layna, y ecex
npu cunopomax Ilamay u Ideapo-
ca, mpucomuu 7 u mpuniouduu.
IIpu naruuuu naoda ¢ cundpomom
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Ddeapoca u naoda c mpunioudnvim
KaAPUOMUNOM OMMEUaAnocs pesxoe
cruxenue yposus XI, mozda xax
npu eviasrenuu aneynaouduu y 4
Opyeux naodos (2 — ¢ cundpomom
Hayna, 1 — ¢ cundpomom Ilamay, 1
¢ cundpomom Kasiingpervmepa) ypo-
eenv XI oxasancs eviue 2,0 MoM.
B omauuue om XTI, omxaonenus
yposna ADII b6viau ommeuenw
MONLKO 6 3 CAYUAAX: OUEHb HUIKOE
codepxanue ADII npu naruwuu y
nnoda mpucomuu 13 u ezo noswviuse-
nue 6onee 2,0 MoM npu nexomo-
PoLX CMPYKMYPHLLX nepecmpoixax.

ITpu 6epemenrocmu naodom ¢ Tc
7 u 6 6onvuwurcmee cayuaes uucao-
GbIX HAPYWEHUL 6 CuCmeMe nojo-
8bIX XPOMOCOM uccaedosarnue MCH
6610 Heungpopmamusnvin. Mano
usmensiiomesn Konuenmpayuu MCBH
6 Cayuae COANAHCUPOGAHHBIX XPO-
MOCOMHBLX nepecmpoex, npu Haiu-
wuu GONONHUMENDHIX MAPKEPHBLX
XPOMOCOM, KAK 6 MO3AUUHOM, Max

JKypHaUt akyilepcrBa 1 JKEHCKMX 6onesHei



U6 <uUUCOM» eapuanme.
Hccaedosanue MCB 6 dunamu-
Ke He 6blABUN0 KaKux-aubo cma-
bunvHoix mendenyui. Ommeuena
Kax noioXumenvHas OUHAMUKA
ypoeneit MCE (nopmarusayus 3na-
YUMBIX OMKIOHEHUL), MAK U OMPU-
uamenvras (OMKIOHEHUS BbIUE UAU
HUXe NOZPAHUUNHBIX 3HAYEHUNL pa-
nee nopmarvrozo yposus MCBE).
Ananus ceszu mexoy 3Havenu-
anmu XI'd 6 duaznocmuueckue cpo-
KU u aKyuepckol namorozuell npo-
eeden 6 65 cayuasx, xomopuie 8 3a-
sucumocmu om ypoeus XI 6oviiu
nodpasdesenvt na 3 epynnot (maba.
4: nopmanvroe 3unauenue XI'4 -
epynna I; XI' menee 0,5 MoM -
epynna 1I; XI'd 6onee 2,0 MoM -
epynna I11). Obpawaem Ha cebs
enumanue, umo 7 u3 21 xewuunvt
111 2pynnuvt 6vi1u nepeobepementoie.
B amou zpynne npousouwno 3 ciy-
yas anmenamenvHol eubeiu naooa,
uez0 He OMMEUEeHO 8 Opyzux zpyn-
nax. B o0nom cayuae zubenv nioda
HACMYNUNA AHMEHAMANLHO NP 00~
HOWEHHOM CpoKe GepeMenHOoCmu
scaedcmeue npexoeepemMento om-
CNLOTKU HOPMATILHO PACNOJIOKEHHOU
naauenmsi. B deyx opyeux cayua-

ax awmenamanivhas eubeiv niooa
npouU3oULIA 8 KOHYE 8MOPOZO MPU-
mecmpa bepemenHocmu Ha ghore Goi-
PAXKEHHOU 2UNOMPOuU U NiaueH-
mapnoi nedocmamounocmu. Y be-
pemennvix zpynnoe 111 uawe Ouae-
HOCTRUPOGANLAC, KAUHUYECKU Bbipa-
Kennas yzpoza npepvieanus Gepe-
Mmennocmu 6 1 mpumecmpe, umo
mpe60o6ano HA3ZHAUEHUSL 20PMOHAb-
noti mepanuu (7 cayuaes u3z 21).
T'opmonanvnas mepanus 6epemen-
nowm I u 11 epynn nompe6osanacsy
auwn 8 4 cayuasx u3 44. Hanpo-
Mmue, A68AEHU PAHHEZO MOKCUKO3A
6 111 zpynne ommeuenvt 1uus 6 00-
HOM CAyuae, a 8 08Yx Opyzux epyn-
nax — 6 14 u3 44, npuuen, e I zpyn-
ne oHu GCMPEUANUCH IHAUUMENLHO
vawe (11 cayuaes uz 24).

Y 6epemennvix ¢ omxaAOHeHUS-
mu ypoeus XI (epynnee 11 u 111)
yaue OMMEUANUCy OCmpble Pecnu-
pamopmvie supycHule uHgexuuu 6
nepgom mpumecmpe bepemeHHocmu
(11 cryuaes us 41) u zecmayuon-
noitl nueaoneppum (6 cayuaes us
41), no cpasnenuio ¢ bepemennoLmu
I zpynnot (2 u 1 cayuai us 24 co-
0meemcmeenHo ).

ITpu smom ne 3aghuxcuposano

CYUECTNGEHHBIX PASIUNULL 6 HACTNO-
me maxux 0cA0XKHeHul bepemenno-
cmu, Kax zecmo3s, anemus 6epemen-
HoLx, MHOZ0800uUe. Cpednuil 8ec HO-
GOPOXKOCHHBIX 8 IMUX 2PYNNAX OM-
AUNANCA He3HAUUMENbHO. Buicokas
uacmoma ab0oMuHAILHOZ0 POJOPa3-
pewenus, no-euduUMomy, C6a3amna ¢
mem, umo 6oavuyro wacms o6cCe-
dogannvix cocmasuiu bGepemenmvle
cmapute 30 nem, 6 HEKOMOPHLX CAY-
YAAX C OMAZOWEHHBIM AKYUEPCKO-
eunexonozuueckum anammesom (ne-
GuIHAUUBANHUE, ONEPaUUU HA Npu-
damxax, muoma mamxu u np.) [an-
HbLe HA6I00eHUss OMHOCAMCA 6 nep-
8y10 ouepeds k bGepemennvim I u 11

epynn.

Ob6cyxdenue

Hcnonvzosannviii ¢ pabome noo-
x00 uccredosanus MCE paspabo-
MAan U WUPOKO NPUMEHAEMCSL 2/1A6-
HolM 06PA30M O BbIABNEHUSL KeH-
WUH 2pYNn NOBLIULEHHOZO PUCKA
poxOenus demet ¢ 6onesnvio [ay-
Ha. ONmMuUMaAreHbIM CUUMaemcs npo-
sedenue 6UOXUMUUECKO20 MeCMa Ha
15-16-ti nedensx bepemennocmu
[2,13,14]. B nawux uccaredosaru-
ax codepxanue MCE onpedensnocs

3%

HOM
6onesHblo (rp.4)
11%

BBISIRNIEHUE Y3 MapKepoB
XPOMOCOMHBIX Gos1e3HEN

(rp.6)
9%
HaJIMYMe XPOMOCOMHBIX
MepecTPOeK y OTHOro U3
cymnpyroB (rp.5)

POXICHUE peﬁeHKa C XpOMOCOM-

poxneHue pebeHKa
¢ MBIIP (rp.3)

NPUBBIYHOE HEBbIHALLIMBAHUE
B aHaMHe3e (Tp.2)

Pacnpenenenne 0epeMeHHBIX MO IPYNIaM PUCKA POXKIEHHs AeTei
C XpOMOCOMHOM ATOJIOrHER

otkioHeHue MChH
(rp.8) 8%

npouue (rp.7)
2%

7%

O6epeMeHHbIe 39 seT
u crapie (rp.1)
56%
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6 6o1ee wupoxux npederax - ¢ 10-i
no 28-10 nedenro 6epemennocmu. Tem
He MeHee noumu 8 NOA0BUHE CAYUA-
€6 obHapyxenus na1odoe ¢ Hapyue-
HUSIMU KApuomuna noxasameau
ADII u XI''Y 6 kposu xerujurwt 3a-
MEMHO OMAUNANUCH OM  CPEOHEeno-
NYAAYUOHHBIX O 0AHHO20 CPOKa
bepemennocmu, m. e. GuIX00UIU 3a
npedenvt HOPMANLHBIX KOAeOanuu
0,5-2,0 MoM, pexomendosannvix
Kauecmee UHMepPeara HopMmuL 6 601b-
WwuHCcMm8e CKPUHUPYIOUUX NPO-
epamm. IIpu amom ocnoenas uacmo
XPOMOCOMHBIX abeppayuil 3apezuc-
Mmpuposana y niodoe ¢ Yyrompasey-
KOBbIMU MAPKEPAMU XPOMOCOMHBLY
6onesnedl u 6 epynne xenuwur cmap-
we 35 nem. Koaebanus ypoemns
MCE 3apeeucmpupoeans. u ¥y
56,7% Gepemennvix, He omuoCs-
WUXC K OOUWENnPUHAMBbIM 2pynnam
BbICOKO20 PUCKA POXOeHus peben-
KA ¢ XPOMOCOMHOU NAMOAOZUEU.
Bmecme ¢ mem, omxaonenus MChH
y bepemennblx epynn pucka 6 60.1b-
wuncmee cayuaes He OvblAU CGA3A-
HbL C NAMON02UET KAPUOMUNA N0~
da.

Ionyuennvie dannvie maxxe
ceudemenvcmeyiom 06 ungpopma-
muenocmu uccaedosarnus MCB,
ocobenno XI'4, daxe ¢ Hecmandap-
mmusvle cpoxu ckpunuposarus (o 15-i
u nocne 21-i nedenu 6epemennocmu).
Bonee pannee onpedenenue XI, na-
uunas ¢ 12-i nedenu 6epemenrnocmu,
MOXem coKpamums wucao Gepemen-
HbIX, HANPABNIAEMBLX HA UHBAUGHYIO
npeHamaivHyo OUazHOCMuUKyY noc-
ae 20-i nedeau 6epemenrnocmu, Koz-
0a 803MOKHO nposedeHue Iutb Kop-
douenmesa - onepawuu, umerowerl
bonvuiutl PUCK OCI0KHEHUL NO CPaeg-
Henuro ¢ xopuorbuoncueld u naa-
yenmouenmesom. C Opyezoti cmopo-
Hot, onpedenenue MCB moxem
6vime urngopmamusHuiM Oaxe 6 cpo-
Ku, npesvwuwalowue 21 nedeaio, u
CRYKUMb OONOIHUMEILHBIM NOKA3A-
HUeM 0N KaPUOMUNUPOBANUS NIO-
da 6 yxasannvie CPoxu.

Taxum obpasom, anarus MCB
6 zpynnax GepemeHHvLX NOGLIUEeH-
H020 pucka no3eoasem ¢ 6oavuell
MOUHOCMBIO NPOZHOIUPOBAMNY HANU-
4ue XPOMOCOMHBLY HAPYUWEHUU Y
naoda.

[eucmeumenvro, peaxko cHuxem-
Howl ypogenv XI'U 6 couemarnuu c
Hopmanvhoim ADIT moxem yxasovi-
éamv Ha cundpom deapioca unu
mpunaouduio y naoda. B mo xe
8pPeMS HOPMANLHBIU UNU HECKOAKO
crHuXxennvitl ypogenos ADII 6 xomn-
aexce ¢ evicoxum XI'd 6onee xapax-
mepen O0ns nn0008 ¢ CUHOPOMOM
Aayna. Hawu pesyrvmamot xopo-
WO CO2AACYIOMCSL C MHOZOUUCTICHHBL-
MU AumepamypHuiMu OaHHbBLMU
[8,9,10] u noseonsitom npuitmu x
3AKAIOUCHUIO O MOM, YTNO CKPUHU-
posanue XI'1 ¢ omauuue om ADII
aeraemcs 6onee ungpopmamueHvim
mecmom Onsl GbIABNEHUSL NA0DOE C
XPOMOCOMHOU NAMON0ZUCH.

Omuacmu amo cessano ¢ men,
umo xoaebanus yposus ADII 6 xpo-
8U Mamepu 6 3IHAUUMENbHOU Mepe
OMPAXaAm NPOHUYACMOCTNL NAOO-
HbLX 0600UEK U KAEMOUHBLX MeMb-
pan [3], moeda kax codepixanue
XT'Y 3aeucum, 6 nepeyio ouepedn,
om @ynxyuu xremox yumompogho-
6aacma xopuona (naayenmst), 20e
CUHMe3Upyemcs 3mom zOpPMOH.
Ecmv ocnoeanus npednorazamo,
umo xorebanus ypoeus XI'd mozym
OMPaXxamv YHUKAALHBIE 0COOEHHO-
Cmu <«KJAemounozo CunopoMas 6 yc-
A08uAX OUCOANAHCA MeX UNU UHBLX
XPOMOCOM 6 KIeMmKAX YUmompogo-
6aacma xopuona uiu niauenmol.
Omo npednonroxenue mpebyem
Oanvuetiwux uccaedosanuii ¢ uc-
NONL306aAHUEM MENOOA KACTROUHBLX
KYALMYP U MOuUHOU pezucmpayuei
codepxanus XI'Y in vitro.

Cozracno nawum nabawdenusn,
NPUMEPHO NONOGUHA CYUAE8 XPO-
MOCOMHBIX HaAPYUeHUutl Yy naoda 6o-
obwe He cxasvieaemcs Hna ypoeme
MCB. Hopmansnuie eenuuunvt MCE
3apezucmpuposanst y 2 u3 4 niodoe
¢ cundpomom Jayna, y Gonvuiun-
cmea naodos ¢ YUCI08bIMU HAPYULE-
HUAMU 6 CucmeMe NOA0BbIX XPOMO-
COM U NMpu CMPYKMYpHbIX XPOMO-
comublx nepecmpoiixax. Pewarowu-
MU NOKASAHUAMU 0N UHEAZUCHBLX
npouedyp 6 smux cayuasx Guiiu
obwenpumnsmoie haxmopvl evicoko-
20 PUCKA XPOMOCOMHOU NAMOAOZUU -
603PAC JKEHUWUHDL, YAbMPAIBYKO-
8vle MapKepvl XpoMOCOMHBIX 60.1e3-
Heil u Opyeue (cm. uazpammy).

Bosmoxnocmo erusnus onpede-
NECHHBIX AKYWEPCKUX hpaxmopos na
yposenv MCB npusenexaem x cebe
enumanue xkaunuyucmos. Haruuue
maxou uHGpopMayuu No360AUM U3-
bexamv nposedeHuss UHGAIUGHBLX
BMEULANENDCING 8 MEX CAYUAX, 20e
omxnonenuss MCB o6yciaoeienuvt ne
XpoMOcOMHOU namonozuel nioda, a
cesn3anvl ¢ Opyeumu ¢haxmopamu
(yeposa npepvieanus Gepemennoc-
mu, NAAYEHMAaApPHAass HeOOCIAMoy-
HOCTNL, panHuti MOKCcuKo3, 6axme-
PUANbHASL U BUPYCHAR UHPEKYUU U
Op.). B smux cayuasx usmepenue
MCB nosgonrum noryuums 0ono-
HUMENLHYI0 UHGDOpMAYyUI0 O meue-
HUu 6epemeHHOCmu, C80eBPEMEHHO
Ha3Hauumo adexsamuyio mepanuio,
NPOZHOIUPOBAM UCX00 bepemMeHHO-
cmu.

Ionyuennvie dannvie o 3asucu-
mocmu mexdy nosviuenuem XI ¢
coigopomre Kpoeu GepemennHvix U
uacmomou HebAaz0NPUSIMHBLY UCXO-
dog 6epemennocmu nocsm npedea-
pumenvhbiil xapaxmep. [annas npo-
6aema mpebyem Oanvreriuiezo usy-
uenus, 2AA6HuLIM 06pA30M 6 naame
0OHAPYHKEHUS SMUONAMOZEHEMUUEC-
KUX MEeXanu3Mmo8 axywepckou na-
MoNoZUU U UX CBA3U C 2eHemU-
ueckuMu axkmopamu mamepu u
na00a, BAUSIOUUMU HA meueHue be-
pemenHocmu.

Hsmenenun MCBE mozym ompa-
HKamy COCTNOSIHUE KOMNILEKCA MAMND
— naayewma — nA00 U UCNOAB3O-
8ambCs 0Nl OUAZHOCTIUKY NAAYEH-
mapHoi HedOCTNAMOUHOCTNU HA OOK-
AuHuneckol cmaduu. Hccnedosanus
6 amoti 06aacmu 00K HbL Gbimb NPO-
0o1Kensl u OONOAHEHbL CEEOCHUAMU
06 0cO6eHHOCNAX 20PMOHANLHOU
PyHKYUU nAayEeHMbL, COMAMULECKO-
20 cmamyca u 0CO6EeHHOCMAX 2eHO-
muna bepemennuix.
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