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LMTOFEHETUYECKUIN AHAJIN3 XOPUOHA
NMPU HEPA3BUBAIOLLENCA BEPEMEHHOCTU

m B HacTosinieii paGore cyMmMHpOBaHbI
pe3y/1bTaThl HUTOreHeTHYeCKOit
JAUArHOCTUKHU MaTepHaJia, NOJy4YeHHOro
nocJjie NpepbLIBaHNs Hepa3BHBaloLLeiics
oepemennoctu. C yueToM Bo3pacTa MaTepu
U Cpoka GepeMeHHOCTH MPOAHATH3HPOBAHDI
YacTOTA U CNEKTP XPOMOCOMHOM MaTo10run
B 200 cayuyasx. [IpoBeeHsI conocTaBieHUsI
MOJy4eHHBIX Pe3yJIbTaToB

€ AHAJIOTHYHBIMHU OTe4eCTBeHHbIMH

U 3apy0e:KHbIMHM AaHHBIMH.

m KirroueBble cJ10Ba: Hepa3BUBAIOIIASCS
OepeMEHHOCTh; KAPUOTUITHPOBAHHUE;
XPOMOCOMHBIE M TeHOMHbIE MYTaI[1

BBepeHune

HesbiHammBanne OepeMEHHOCTH MIPECTABISAET COOOH cephes-
HYIO ITPOOJIEMY B aKyIIEPCKO-THHEKOIOTHYeCKOM mpakTuke. [1oka-
3aHO, uTo 12—15 % BCcex KIMHMYECKH YCTaHOBJICHHBIX OepeMeH-
HOCTEW 3aBepIIAOTCS CaMOIPOU3BOJILHBIM BBIKHIbIEM. C yde-
TOM OCTAaHOBKH Pa3BUTHS HA pAaHHUX CTAJUSAX WX JIOJS BO3pACTaeT
mo 17-22 % [13, 24].

Heocnopumbimu (hakTopamu prcka HEBBIHAIITMBAHUS OEPEMEH-
HOCTH SIBJISIFOTCSI HOCUTEILCTBO POIUTENSMU COATaHCHPOBAHHBIX
XPOMOCOMHBIX MYTallMi ¥ aHAaTOMHYeCKre Mopoku MaTku. K dak-
TOpaM pHUCKa OTHOCAT TaKXe BO3PAacT M HEKOTOPBIE COMAaTHYeC-
Kre 3a005IeBaHUS MaTepH, TOPMOHAIBHBIE HapyIIeHUs, (GaKTOPHI
C SMOpPHUOTOKCHYECKHM U TepaToreHHbIM d(hdekrom (MHDeKmm,
JIeKapCTBEHHBIC ¥ HapKoTHUeckue npernaparsl) [10, 34].

braronapst MHOTOYHCIIEHHBIM ITUTOTEHETHYECKUM UCCIIE/IOBAHH-
ssM aOOPTHOTO Marepualia B OTEYECTBEHHBIX M 3apyOeKHBIX IOITY-
JSAMUAX OBUIO YCTaHOBJICHO, YTO OJHOW W3 BEIYIIMX IPHYHH dMO-
PHOHAITLHOM THOETH SIBIISTIOTCS aHOMAIIMU Kapuorumna [3, 9, 18, 22,
29, 30]. [1o 0600MIEHHBIM TAHHBIM YaCTOTa XPOMOCOMHBIX aHOMa-
JUil y caMONPOU3BOJIbHBIX BRIKUABIIIEH 0 10-i1 Heenu cocTaBisieT
65-70 % [16], a no 12-i1 negenmu — 3545 % [4, 17]. Takue uccne-
JIOBaHWS MIPOJIOJDKAIOT MTPUBIICKATh BHUMAHUE B CBSI3H C UX JIMarHOC-
TUYECKOU U POTHOCTUYECKOH 3HaunmocTsio [11, 19, 31, 32, 37].

[{uToreHeTHUECKIIA aHAM3 Marepuala, TOJyYeHHOTO B Pe3yiib-
Tare MpepbIBaHus OEPEMEHHOCTH 110 METUIIMHCKAM ITOKa3aHUsIM, SB-
JISIETCSI OIHUM W3 HaIPaBICHUH PaOOThI IIUTOTCHETHIECKON TPYTIIThI
J1ab0paTOpHH MPpEeHATATHLHON TMarHOCTUKH BPOKJICHHBIX U HACTIEIICT-
BEHHBIX 3a00NieBaHM 4YeroBeka. B Hactosielt pabore 0000IeHbI
pe3ynbTarhl KapuoTunrpoBanus 200 00pa3IoB XOPHOHA U TITAIICHTEI,
TIOTyYeHHBIX TIOCIIE TIPEPhIBAHUS HEpa3BUBAIOIIIEHCs OepeMEHHOCTH.

MaTtepuan n metoapl

B nepuon ¢ mas 1997 rona no suBapp 2007 rona u3 pa3iuuHbIX
aKyIIepcKO-THHEKoIorndeckux craruonapoB Cankr-IlerepOypra
B JTa0OPaTOPHIO TOCTYMHIIM 00pa3isl adOPTHOTO Marepuaia OT
232 >KeHIIMH ¢ quarHo3amu «ansmOpuonus» (11 ciydaeB) u «He-
pasBuBaromasicsa 0epeMeHHOCTHY (221 cmydaii). Cpok OGepemeH-
HOCTH W XapaKTep HapylIeHUH YMOPHUOHAIHLHOTO Pa3BUTHS OIpe-
JICJISLTUCH YIIBTPA3ByKOBBIMH METOIAMU CIICIIHATUCTAMH JIeYeOHO-
MPOMUITAKTHYECKUX YIPEKICHHUH.

OmnepallMoHHBI Marepuan ObUT TIPEICTaBIeH (parMeHTaMu
TUTOTHOTO MEIIKa, XOpPUOHA M JIeTHIyabHBIX 000JI0YeK, J0CTaB-
JICHHBIX B TeueHHe 2—4 JacoB MOCIe oreparuu B (pu3norornyec-
KoM pactBope (228 oOpasioB). Uersipe o0pasiia, 1OCTaBICHHBIC
C HapyIIEHUSMH METOIUYECKHX TpeOoBaHUHU (2 — B CyXOM CTe-
pWIBHOM (prlakoHE W 2 — B JPYTHX Cpelax), OKa3ajinch HEMpH-
TOIHBIMH JIJISl [IATOTEHETHYEeCKOTro aHanu3a. COMpoBONUTEIbHbIC
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JOKYMEHTHI B 221 ciydae copepikaiu WHGOPMAIIHIO
0 BO3pacTe Marepu, Cpoke OEPEMEHHOCTH, XapaKkTepe
HapyleHus pa3BUTHs, a B 11 ciaydasx uadopmanns
ObLTa HESICHOW WITH HETIOJTHOM.

[Ipenaparsl MeTada3HbIX XPOMOCOM MOIyYajH
U3 KJIETOK LUTOTpodobIacTa BOPCHHYATOIO XOPH-
OHa YCKOpPEHHBIM «HIpAMbIM» MeToaoM [12]. Okpa-
LIMBaHHE XPOMOCOM MPOBOIMIN C HCIIOIb30BAHHEM
(hryopoxpoma Hoechst 33258 ¢ koHTpacTupoBanuem
AKTMHOMUIMHOM D B COOTBETCTBHHM C METOJAaMHU,
onucaHHbiIMU Hamu panee [12]. [Ipenaparsl aHanu-
3UpOBAJIN C MOMOIIBI0O MUKpockona LEICA DM LS,
OCHAIIIEHHOTO 1BeTHOM Kamepoit Leica DFC 320.

[Ipy KapUOTUNHMPOBAHMM PYKOBOJCTBOBAJIHCH
MPaBUIAMH, PEKOMEHIOBaHHBIMU ISl LIUTOTCHETH-
YECKUX MCCIJICAOBAHUN B YUPEKICHHUAX MEIUKO-Te-
HETHYECKOH CITyXOBI [8].

CrarucTiyeckyro 00paboTKy JaHHBIX TPOBOIIIIH C
HCTIONIb30BAHUEM CTATUCTUYECKOTO MAaKeTa MporpaMM
GraphPad Prizm 4. J{is o1ieHKH COOTHOIIEHUS TTOJIOB
UCTIONB30BaM KpuTepuit y°. Jlns aHammsa xapakrepa
B3aUMOCBSI3H BO3pacTa MaTtepH, Cpoka OepeMEeHHOCTH
M YHhCca 3aMeplIMX OepeMEeHHOCTEeH HCIONb30BaIN
perpeccroHHbIN aHaIN3 U KOIPPUIIMEHT KOPPEISLUH
Crmpmena. Cpenneil cuntanu koppenauuto npu 0,3 >
r> 0,6, cmaboit — mpu 0 > 1> 0,3.

Pe3ynbTaThl
CrangapTHO€ KapHOTUIIUPOBAaHHE TIPOBEAECHO
B 211 cioyuasx u3 218. B 7 cnydasx ananu3 okasai-

Csl HEBO3MOXKHBIM B CBSI3U C KOJMUYECTBEHHBIMHU W/
WIM Ka4eCTBCHHBIMH XapaKTEPUCTUKAMU Iperapa-
TOB, HE COOTBETCTBYIOIIMMHU cTanaapram [8]. Cie-
JOBaTEJIbHO, 3(P(PEKTUBHOCTD IUTOICHETHUECKOTO
aHaju3a B HAIllEM UCCIeI0BaHUU cocTaBmiia 96,8 %
(Tabm. 1).

W3 panpuelimiero aHanmsa ObUTM HCKITIOYCHBI
11 cimyuyaeB ¢ HESICHBIMU WJIM HEMOJIHBIMU JTaHHBIMU
HanpasieHus (tadm. 1).

CrpykTypa uccienoBaHHoi BeIOOpkH (n = 200)
C Y4EeTOM BO3pacTa MaTepu U Cpoka OEpEeMEHHOCTH
npezacTaBieHa B Tabnuie 2. Bo3pacTt KeHIUH Bapb-
uposan ot 20 o 47 ner (cpemuuit — 32,7 + 6,15),
74 % cimydaeB MpaKTHYECKA PaBHOMEPHO paclpesie-
ek o rpynnam 25-29, 30-34 u 35-39 net. Cpok
OepeMeHHOCTH BapbupoBai oT 3,5 mo 20 Hemenb
(cpemnanii — 7,6 £ 2,29). U3 200 npoananu3npoBaH-
HBIX ciay4daeB 196 ObUIH TpefcTaBIeHBI a0OpTaMH
MEPBOTO TPUMECTPa U TOJBKO 4 cilyyas — BTOPOTO.
BonpmmncTBO 3ameprinx Oepemennocreit (70,5 %)
MPUXOINIOCH Ha cpok 6—10 Hemens (Tabm. 2).

HopmanbHbIi KapyuOTUTT OBLT BBISBICH B 72 CIiTy-
yasix (36 %), anomanuu kapuoTtuna — B 128 ciryyasx
(64 %). CymmapHbIe pe3yabTaTbl KApUOTHIINPOBAHUS
IpeACTaBICHbI B Ta0IHLE 3.

[IpeobnagaromM TUIIOM HApYIICHHUS KapUOTH-
na okazamack Tpucomus (71 cmydait mpoctsix u 10
CITy4aeB MHOK€CTBEHHBIX Tprcomuii) (puc. 1). Yare
JPYTUX B MPOCTbIE TPUCOMHMHU BOBJICKAIUCH XPOMO-
coMbl 22 u 16 (o 18 cirydaeB), 3HaUUTEIEHO peke —

Tabnuya 1

XapaKTepﬂCTHKa aﬁopTﬂoro MarepuaJia, moOCTYNIUBIIEIo JIsl aHAJIn3a

B tom uncne
Marepuai Juist HCCIIeI0BaHHS Beero e c;)ue:ﬂn}c{zuue C HapyIIeHHEeM C OTCYTCTBHEM C HETMOJTHBIMU
(aucno oOpasoB) L[I/ITOTpI;d)O6HaCTa YCIIOBUI MUTOTHYECKOM aHAMHECTHYECKUMU
xopHoa TPAHCHOPTUPOBKH AKTHUBHOCTH JTAaHHBIMHU
[ocrynuio 232 10 11
Kapuorunuposano 211 0 11
Tabruya 2
Bospact matepu B rpynnax 3aMepiiux 0epeMeHHOCTell pa3HbIX CPOKOB
Bo3spact marepu Cpok 6epeMeHHOCTH, He1enn Beero
(;er) <55 6-10 10,5-13,0 >13,5

<24 1 14 4 - 19
25-29 9 34 5 3 51
30-34 14 29 4 1 48
35-39 4 38 7 - 49
>40 6 26 1 - 33
Bcero 34 141 21 4 200
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CyMMapHLle pe3yabTaTbl HUTOICHETUYECKOI'0 aHaAJIn3a

Tabnuya 3

Yucno ciyuaes/ Cpok N
XapaKkTepuCcTUKa KapUOTUIIA gacToTa, % OepeMeHHOCTH, Cpezuiii Bospact warepi
n =200 HeseNb Mz m, ret
Hopwmanbhsrid 46,XX 34/17 4,5-20,0 33,9+5,75 32,64 +6,10
(n=72) 46,XY 38/19 5-12 31,8 £6,13
Tpucomus 1 — — —
TpUCOMHUS 2 2/1 5,0-8.5 25,5+2,12
Tpucomus 3" 1/0,5 12 23
Tpucomus 4 — — —
TPUCOMUS 5 1/0,5 5,5 34
TprcoMus 6 4/2 4,5-6,5 35,8+ 8,96
TpucoMus 7 1/0,5 12 29
TprCcOMUs 8 1/0,5 6,5 41
TprcoMus 9 2/1 5,0-5.5 29,5+4,95
Tpucomus 10" — — —
Tpucomun Tpucomus 11 1/0,5 6,5 40
n=171) TprcoMus 12 1/0,5 406 40 34,01 + 6,37
Tpucomus 13° 1/0,5 8,5 30
Tpucomus 14 1/0,5 7,5 37
Tpucomus 15 6/3 7-9 38,8 +£3,43
Tpucomust 16 18/9 5-10,5 32,1 +598
Tpucomus 17 2/1 5,5-6 26
Tpucomus 18 2/1 7,5-12.,5 36+ 1,41
Tpucomus 19 — — —
Tprcomus 20 2/1 7,5-8,0 36+ 2,83
TprCOMHUS 21° 7/3,5 7,0-12,5 32+7,99
Tprcomus 22° 18/9 5,5-12,0 36,8 +4,51
MmuosxecTBeHHbIe Tprcomud (n = 10) 10/5 4,5-8.0 33,2+7,82
Monocomun MoHOcoMHsT X 10/5 7-11 34,9 £ 6,08
(n=11) MoHocoMus 21 1/0,5 9 27 34,18:+6,24
TPHUIIOUNS 13/6,5 3,5-14,0 29,8 +£5,37
[onumuonauu TUNEPTPUILIIOUIUS 3/1,5 6,5-9,5 28,3 £4,04
(n=24) TeTPAILIOHINS 6/3 6-8 30,7 + 4,68 29,79 4,81
THIIEPTETPAIIOU NS 2/1 5-6 32,5+£0,7
CoueraHHble COYETAHHBIE CTPYKTYPHbBIE 4/2 5-8 26,5 +3,87 265+ 3.87
(n=4) HEPECTPOIKK U TEHOMHBIE MyTALUH ’ ’
CTpyKTypHBIE CTPYKTYPHBIE IEPECTPONKI 4/2 7,5-14,5 273+1,7
(n=28) C MapKepPHBIMU XPOMOCOMaMHU 4/2 5,5-8,0 32,8 + 3,86 30,0:+4,04
Hroro (n =200) 200/100 32,7+6,15

I — BKJIto4ast ofuH ciydaid — 47,XY,+3/46,XY;
€ — BKJII0Yasi OuH ciaydait — 47,XX,+22/46,XX

a — TpaHcIoKanuoHHas popma Tpucomun 13 (46,XY,+13,der(13;14)(q10;q10)mat);
0 — BKJIFOYAs TpaHCIOKALHOHHYIO popmy Tpucomun 21 (46,XX,der(21;21)(q10;q10),+21de novo);
B — BKJItouas ciydait 46,XY,der(13;22)(q10;q10)pat,+16;
I — B TpyIIe MO3aUYHBIX ABOWHBIX Tpucomuii (Ne 7 u Ne 9, tabn. 4);
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Tabnuya 4

Curyyau IBOHHBIX M TPOHHBIX TPHCOMMUIi, BbISIBJIEHHbIE B IUTOTPO( oG/ 1aCTE XOPHOHA

Ne Kapuotun Yucno cinydaes (n) | Bospact nanueHTkw, et Cpok 6epeMeHHOCTH, HeNleNb
MHOXeCTBEHHBIE TPUCOMUHN

1 49,XX,+7,+15,+16 1 45 5,5

2 48, XX, +15,+21 1 41 5

3 48,XY,+13,+14 1 36 4,5

4 48,XX,+18,+20 1 42 7

5 48,XY,+2,+7 1 29 6,5

6 48,XYY,+22 1 25 6,5

Mo3anuHble BapHaHTHI

7 48,XY,+10,+13[2]/47,XY,+10[27] 1 31 7
48,XY,+3,+21[4]/47,XY,+3[7] 1 25 4,5

9 48,XY,+8,+10[6]/46,XY[9] 1 23 8

10 48, XXX, +15[81/47,XY,+15[7] 1 35 8

Htoro 10 23-45 4,5-8,0

CoYeTaHHble
aHomanuu
3,1%

C MapKepHbIMU
XpomocomMamu
3,1%

CTPYKTYpPHbIE

MOHOCOMMU
8,6 %

TpucoMmun
Tpunaongun

55,5 %
12,5%

MHOXECTBEHHbIE
TprcomMum
7,8%

Puc. 1. Cnexrp aHoMaiuii KapuOTUIIa B MaTepHae
128 3amepmux 6epemenHocreit (n = 128)

xpomocombl 21 1 15 (7 u 6 cirydaeB COOTBETCTBEHHO)
(Tabm. 3). He Ob110 3aperucTpupoBaHO HHA OHOTO CITY-
yas Tpucomud 1,4 u 19 (tabm. 3). Tpucomus 10 (qBa
cityyasi) ObUIa MpEeACTaBlIeHa TOJIBKO B MO3aMYHON
¢dopme B Tpynne KapuOTHUIIOB C MHOXXECTBEHHBIMU
Tpucomusimu (tabm. 4). Ciaenyer oTMETUTb, YTO MO-
3an4Hble (POPMBI IPOCTHIX TPUCOMHM OBLIN BBISIBIIC-
HBI TOJIBKO IO ABYM XpoMocoMaM — 3 1 22 (Tabm. 3).
B 10 cirygasix orMe4eHbI OTHBIE M MO3a4YHbIE (POPMBI
MHOXXECTBEHHBIX TPHCOMHI C y4acTHEM JBYX M Tpex
JIOTIOJTHUTEITFHBIX XPOMOCOM B KaproTurie (Tadi. 4).

B 3 ciyuasx OblIM BBISIBIICHBI TPAHCIOKAIIMOHHBIE
(hopMBI TprCcOMHUH, 00yCIIOBIEHHBIE POOSPTCOHOBC-
KHMH TpaHCIoKarusiMu (Tadm. 3). B oqHOM U3 HUX —
CIIMHCTBEHHOM B Hallleil BHIOOPKE Cllyyae TPUCOMUU
13 — abeppanTtHas xpomocoma der(13;14) Obura

yHacjie0BaHa OT Marepu. Bo BropoMm ciydae neH-
Tpudeckoe ciustane xpomocom 21 — der(21;21) —
BO3HMKJIO de novo. B TpeTrbeM — 00HapyXeHO co-
YyeTaHue MOHOCOMHMHM X W JBOWHON Tpucomuu 13
u 15, 00yclioBIIEHHOI POOEPTCOHOBCKOM TPaHCIIOKa-
rueit der(13;15), mponcxoxaeHnue KOTOpOi 1moka He
YCTaHOBJICHO (TpyIIa COYeTaHHBIX MyTalUi, Ta0. 3
u Tabi. 5). B oqHOM cimyuae Tpucomus 16 (tadm. 3)
coyeranach C POOEPTCOHOBCKOM TpaHCIOKaLMen
der(13;22), yHacnemoBaHHOH OT OTIIA.

Bropoil 1o 4McIeHHOCTH aHOMANMEH KapHOTHUIIA
oKazanach moymruonws (24 ciydvasi) (tabn. 3), mpen-
CTaBJICHHas! TPUIUIONWEH U TunepTpuruionmuei (13 u
3 citydast COOTBETCTBEHHO), TETPAIUIOUIUEH 1 THIIEPTET-
parutonpeit (6 u 2 cirydasi COOTBETCTBEHHO) (Ta0I. 6).

Monocomuu (puc. 1) ObUIH ITpeICTaBIEHB MOHO-
comueit X (10 cmyuaeB) u morocomueii 21(1 cirydait)
(Tabm. 6).

XpoMocoMHbIe MyTanuu (Tal. 5) MpencTaBiIsiu
co0oii HecOaTaHCUPOBAHHBIC IEPECTPONKH ayTOCOM
(Ne 1-8), u3 KoTOpBIX B 4 00pa3uax OHU COYETAIHNChH
¢ reHOMHBIMH MyTanusaMu (Ne 5—-8), a Takke Mapkep-
HbIMH XpoMocomaMu (Ne 9—12). B 5 u3 12 ciyuaes
CTPYKTYpHBIC AaHOMAQJIUU KAapUOTHIIA BBISBICHBI B
Buze MozanuHo ¢opmsl (Ne 3, 7, 10-12).

Cpennuii Bozpact matepu (32,6 + 6,10 ner) npu
HOpPMaJIbHOM KapHOTHIIE B LUTOTpodobdmacte Xxo-
puoHa (n = 72) mpakTUYECKH HE OTIMYAJICs OT Ta-
KOBOTO JJ1s Bceil BEIOOpKH B LiesioM. Bospact marte-
pPH OKazajcs IMOBBIIICHHBIM B TPyIIle MOHOCOMMH
(34,2+ 6,24 ner; n=11) u rpucommuii (34,0 + 6,37 ner;
n = 81). B rpynne crpykrypHBIX TiepecTpoek (n = §)
oH coctaBun 30,0 + 4,04 net, npu NONUILIOUAUU
(n=24) — 29,8 + 4,81. Haumensmmii cpeaauii BO3-
pact marepu (26,5 £ 3,87 net; n = 4) ObLT B TpyIITIE
COYCTAaHHBIX MATOJOTHH (TadI. 3).
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Tabnuya 5

Cilyyau CTPYKTYPHBIX IepecTpoeK XpoMocoM B HUTOTPodod1acTe XOpHOHA

N Kapuors Uucno caydaen Bospact marepu, Cpok OepeMeHHOCTH,
(n) JIeT HeJeNb
CTpyKTypHBIE TIEPECTPONKH
1 46,XY,?der(8)(p10—pter) 1 28
2 47,XX,~7,+(7)(p10),+i(7)(q10) 1 25
3 46,XX,add(2)(p23~24)[8]/46,XX[13] 1 27 8,5
4 | 46,XY,der(4;7)(q27;?) 1 29 14,5
CoueraHHbIe aHOMAJIUU
5 47,XX,+8,i(8)(q10) 1 31 8
6 47,XY,idic(8)(q11),9ph,+16 1 28 5
7 47, XX, +9[17]/47,XX,+der(9)[16]/46,XX[2] 1 25 8
8 46,X,+13,der(13;15)(q10;q10),+15 1 22 8
C MapKepHBIMH XPOMOCOMaMH
9 47 XX, +mar 1 30 7,5
10 | 47,.XX,+mar[5]/46,XX[28] 1 29 7,5
11 | 46,XY,~18,+mar[9]/46,XY[9] 1 35 5,5
12 | 47,XY,tmar[14]/46,XY[2] 1 37 8
Tabauya 6

Cnyqan MOHOCOMMUHM U MOJIUIIVIOWIUH B ].[ﬂTOTpO(l)OﬁJ'laCTe XopuoHa

Kapuorun Yucno ciaydaes (n) | BospacT nanueHTku, get Cpox GepeMeHHOCTH, Heelb

Monocomus

45,XY,-21 1 27 9

45X 10 2140 7-11
Tpurnuonnus

69, XXX 3 27-31 6-13

69, XXY 10 2344 3,5-14,0

T'uneprpunnonaus

70,XXX,+14 1 26 9,5

70,XXY,+3 1 33 6,5

70,XXXY 1 26 6,5

Terparounus

92, XXXX 26-36 7-8

92, XXYY 2 25-33 67

92,XXYY[40]/46,XY][3] 29 7,5

lNuneprerpamnonaus
93, XXXX,+7 1 32 6
93, XXXY,+9 1 33

[Ipu aHanu3e 4acTOTHI YUCICHHBIX aHOMAJIMH Ka-
pHOTHIA TUIOAA B 3aBUCUMOCTH OT BO3PacTa Marepu
BBISIBJICHA TEHJICHLUS K TIOBBILICHUIO CYMMapHOH Jac-
TOTBI TPUCOMMI M CHIYKEHHIO YACTOTHI TTOJUILION NN
C yBEeJIMYEHHEM Bo3pacTa Marepu (puc. 2). loctosep-
Hasl TIOJIOKUTENbHAs Koppersius (r = +0,4182) Obuia

YCTaHOBJICHA TOJBKO MEXKIY YaCTOTOW TPUCOMHUM 22
y I1oz1a 1 Bo3pactom mMarepu (puc. 3). Yacrora Berpe-
YaeMOCTH HOPMAJIBHBIX KApUOTHIIOB y IJIOJA C BO3-
pacTtoM MaTepu He U3MeHsuIach (puc. 2).

AHaJn3 pacnpeseNeHusl YacToThl TIOAO0B C HOP-
MaJIbHBIM M QHOMAaJbHBIM KapHOTHUIIAMH B 3aBHUCH-
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O HopmarbHbIi kapruoTun = Tpucomusi 22
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BO3pacT marepu

Puc. 2. OMnupuyeckue JaHHbIE M JUHUM  PErpeccuu
4yclia 3aMepmuX OepeMeHHOCTEeH ¢ HOpPMAalIbHBIM
KapUOTHIIOM, TPUCOMHEH U MOJUIIOUAMEH 1O
BO3pacTy MaTepu. YpaBHEHHUs JUHEHHON perpeccuu
JUI. HOPMJIBHOTO KapUOTHIA, TPUIUIOUIUU U TpH-
comun y = 2,36 + 0,00022x (p = 0,99), y = 0,93 + 0,055x
P=0,22)ny=1,74-0,029x (p=0,27) COOTBETCTBEHHO.
Koaddu-tmments koppersiuun +0,038 (p =0,84); + 0,217
(p=10,25); 10,22 (p =0,23), (n=30)

Oxopma W Tpycomun @ nonunnonaun

B cTpykTypHblenepecTpoiiku @ coveTaHHble B moHocomum

100+

2

YHCIIO CITyuaeB, %

6-10 .
CPOK GepeMEeHHOCTH

10,5-13 u.

Puc. 4. PacripenienieHne 9acTOTBI BCTPEYAEMOCTH  3aMEPIINX
OepeMEeHHOCTEH ¢ HOPMaJdbHBIMM U aHOMAJIbHBIMH
KapHOTHIIAMH B 3aBUCHMOCTH OT CpOKa OepeMeHHOCTH

MOCTHU OT CpOoKa OEpEeMEHHOCTH IMOKa3aJl, YTo 00JIb-
LIMHCTBO CIy4aeB MPUXOIUTCS Ha Cpok 6—10 Henenb
(puc. 4). Hampumep, 9 cyyaeB MoOHOCOMUH X BBISIB-
JIHO IMEHHO Ha 3TOM CPOKE, M TOJILKO OJJMH — Ha CPO-
ke 11 Henens. s Hambonee 4acTo BCTPEUAFOIIIUXCS
B Hamleil BBIOOpKE TpHCcOMHUH (TI0 XpomocomaMm 16
1 22) MBI MPOBENN KOPPEIAIMOHHBIA aHanu3. beuia
BBISIBJICHA JIOCTOBEpHAs OTPHLATENIbHAS KOPPEISIUs
(r = —0,5883) mexay gacToToi Tpucomuu 16 u cpo-
KoM OepeMeHHOCTH (puc. 5). 3HaueHne kodduimeH-
Ta KOPPEJSALUH U1l TPUCOMUU 22 OBIJIO HEJOCTOBEP-
HO, XOTsI OYEBHU/IHA TCHJCHIUS YMEHBIICHHS YaCTOTHI
TPUCOMHH 22 B XOPHOHE C YBEJIMIESHHUEM CpOKa (pHC. 5).

B Tabmune 7 npencraBieHbl JaHHBIE IO COOTHO-
LICHUIO [10JI0B B MCClieoBaHHOH BbIOOpKe. I1pu HOp-
MaJIbHOM KapHOTHIIE COOTHOIEHHE 110 roiry (M : XK)

BO3pacT marepu

Puc. 3. DOmMnupuyeckue JaHHbIE W JIMHUM PErpeccHH 4Yucia
3aMepIINX OepeMEHHOCTEH C TPHCOMHEEH [0 XpOMOCOMaM
16 u 22 mo Bo3pacTy MarepH. YpaBHEHHs JIMHEHHOMN
perpeccun ans Tpucomun 16 u 22 y = 1,48 — 0,022x
(p=0,28),y=-1,03 +0,055x (p = 0,04) cOOTBETCTBEHHO.
Koaddummentsr xoppemsiuuu —0,25 (p = 0,24), +0,49
(p=0,02), (n=24)
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® Tpycomus 22
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CpoKk 6epemMeHHOCTN

Puc. 5. DMnupuueckue maHHBIE W JIMHHHA PETPECCHU YHCIA
3aMepIInX OepEeMEHHOCTEH C TPHCOMHUEH 10 XpOMOCoMaM
16 1 22 1o cpoKy OepeMEeHHOCTH. YpaBHEHHS JTHHEHHOM
perpeccun i Tpucomuu 16 um 22 y = 4,90 — 0,44x
(p=10,02), y =3,63 —0,29x (p = 0,14) COOTBETCTBEHHO.
Koadpduuuentsr koppensuuu —0,57 (p = 0,02), —0,46
(p=0,08), (n = 15)

coctaBuio 1,12. Ilpu aHanuze rpymmsl XpoMOCOM-
HOW MaTOJIOTHH B IIEJIOM 3TOT K03 dunmeHT O pa-
BeH 0,91. AHanu3 COOTHOILECHHUS MOJIOB B OTACIbHBIX
rpyInnax TeHOMHBIX U XPOMOCOMHBIX MYTAalUid HE
BBISIBUJI JOCTOBEPHBIX oTinumid. OOparaeT Ha cebds
BHUMaHHUE (PAKT, YTO B IPYMIIC TPUILIOUINN COOTHO-
LIEHUE MOJIO0B COCTaBUIIO 3,3.

O6cyXxpeHune

9(1)(1)6KTI/IBHOCTL HOUTOTCHCTHYCCKOIO aHajln3a,
T. €. A0JIA ycnemm,lx IMUTOI'CHCTUYCCKUX OUArHoC-
THK OT O6H_ICFO YyHuciia HCCICAOBAHHBIX 06pa3u03,
BO MHOI'OM OHpCI[CHSIeTCfI KAa4C€CTBOM HOHy‘IGHHOFO
IIJIOAHOI'O MaTepHana. KaK ITIOKa3ajJ Hall OIIbIT, OC-
HOBHBIMHA HpI/I‘{I/IHaMI/I Hey;[aq HpI/I KapI/IOTI/IHI/Ipo-
BaHUU a60pTHOFO MaTepHana SABIISIJINCH OTcyTCTBI/Ie
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Tabnuya 7

CooTHoOLLIEHHE 110 oIy IPU HOPMAJIBHOM U IMATOJIOTMYHOM KAPpUOTHIIAX B Irpymnmnax a60pTyc0|3 Pa3HOro CpoxKa pasBuTUs

HopmaJibHbIi KapHOTHUII ITaTooruyHbIi KapUOTUIT Hroro
Cpox - - - - - - Bcero
MYKCKOM JKEHCKMI MYKCKOM JKEHCKHI MYKCKOM JKEHCKHI
<5,5 7 7 11 9 18 16 34
6-10 23 24 46 49 68 73 141
10,5-13,0 7 2 10 11 21
>13,5 1 1 3 1 4
Beero 38 34 61 67 99 101 200

B 00pasiie BOPCHHYATOTO XOPHUOHA, TPAHCIIOPTHPOBKA
Marepuana B CyxoM ¢IiakoHe, 3aMeHa (GU3H0IOTHIeC-
KOTO pacTBOpa Ha Jipyrue cpebl ((popMavH, JUCTHII-
JTMPOBaHHAsI BOJA), YBEIWYCHUE BPEMEHHU JOCTaBKH
o0pasmos (3 u Oonee yacoB). Kpome toro, Ha 3¢ dex-
TUBHOCTh IUTOT€HETUYECKOTO WCCIICAOBAHUS BIIUS-
10T U jipyrue ¢akTopbl. Cpey HUX MOKHO BBIJICINTH
CTETIeHb MallepaIlii TKAHU XOPHOHA, KOTOPAasi 3aBUCUT
OT TIPOAOIDKHUTEEHOCTH TIEPHOJIa MEXKITy OCTaHOBKOM
pa3BuTHA OSpEMEHHOCTH 10 MOMEHTa ee TpepbIBa-
Hus. JKemarenbHO, 4TOOBI 3TOT TEPHOJ HE TIPEBHI-
man 2 Hepend. D(HHEeKTHBHOCTh KaPHOTUITUPOBAHUS
B HAIlleM WCCIIeIOBAaHUH TPU HCIIOIB30BaHUM TIpETia-
paroB, MPUTOTOBJICHHBIX IMPSIMBIM METOIOM W3 KJe-
TOK LuTOTpohodIacTa XoproHa, cocrasuia 96,8 %
(211 u3 218 ciryyaeB). B aHamOTHYHBIX HCCITEIOBAHU-
SIX JIPYTUX aBTOPOB A(PPEKTUBHOCTH BaphbHpOBaiIa OT
49 no 100 % [15, 19, 22, 23, 33, 31]. Cnenyet oT™me-
THUTb, YTO OOJILIIIMHCTBO MOAOOHBIX PA0OT BHIITOIHEHO
C TIOMOIIIBIO TPYTOEMKHX METOJIOB JUTUTEITLHOTO KYITh-
TUBUPOBaHUS in Vitro QuOpOOIACTOB KOXKHU ILIONA,
KJIETOK XOpHOHA U miaueHtsl [7, 11, 14, 19, 32]. Ilpu
WCTIOJb30BAHUN 3TUX METOJIOB BBICOKA BEPOSTHOCTb
apredakros. [Ipexe Bcero, oHu 00yCIIOBICHBI KOH-
TaMUHAIMeW KyJIbTyp MAaTePUHCKHUMH KIIETKaAMHU,
a TaKKe CeNIEKTUBHBIMU MPONU(epaTUBHBIMU CBOKC-
TBaMU KJIETOK C HOPMAJIbHBIM ¥ aHOMAJIbHBIM KapHo-
TUTIOM B YCIIOBHSIX i71 Vitro. B OTIM4YMe OT KJIETOUHBIX
KyJIBTyp TpSIMbIE METONBI TOJYYCHHUS IPernaparoB
XpPOMOCOM M3 aKTHBHO MCISIIMXCS in Vivo KIIETOK
nuToTpodobdacta XOPHOHA TIO3BOJISIFOT TTONYYHUTh
OOBEKTHBHYIO HH(OPMAIUIO O KapUOTHUIIE HCCIIe-
nyemoro obpasma [22, 23, 31]. Cnenmyet, ogHaxo,
[MOTYEPKHYTh, YTO MPHU JIFOOOM METOJE IMOTydeHUS
MIperapaToB XpOMOCOM BO3MOXHBI HEY/IauH, CBSI3aH-
HBIE C HU3KOM MUTOTHYECKOW aKTHBHOCTBHIO KJIETOK.
B mocnemHue roapl mns perieHds 3TON MpoOIeMbl
HCTIONB3YIOT MOJIEKYIISIPHBIC U MOJICKYJISIPHO-ITUTOTe-
verndeckue (FISH, CGH) meTonp! aHanmm3a HeKylb-
TUBUPOBAHHBIX KIIETOK [5, 6, 20, 21, 26]. Oanako no
“H(OPMATUBHOCTH ATH METOJIBI YCTYIIAIOT CTaHAap-
THOMY KapUOTHUITUPOBAHUIO, M CIIEKTP BBISBISEMBIX
C WX TIOMOIIBI0 aHOMAJIMH KapHOTHIIA CYIIECTBEHHO
3aBHCHT OT BRIOPAHHOUW MOIU(UKAIINN METOIA.

B mHacrosmeit paboTe MBI UCIIONB30BaIH YCKO-
PEHHBIN «TPSMOID» METOJ| IOMYYEHHUS IperaparoB
XpPOMOCOM H3 BOpPCHH XOpHOHA, pa3paboTaHHbBIN
B Hamei jaboparopun [12]. Ero Heocnopumoe no-
CTOMHCTBO 3aKJIFOYaeTcs B TOM, YTO TIOCIEIyIO-
mee KapUOTHUIHMPOBAaHWE ITPOBOAUTCS TOJNBKO Ha
TeX KJIETKaX, KOTOpble BCTYNIJIH B MHTO3 in VIVO
W, CIIENIOBATENIbHO, SBIIOTCS KJIETKAaMH 3MOpHO-
HAJIGHOTO TIPOHMCXOXJIEHHsS. TakuMm oOpa3oM, ToO-
JMy4eHHBIE PE3yJbTaThl OTPaXKAIOT peajbHYH dYac-
TOTY HOPMAaJIbHBIX W aHOMAJIBHBIX KapHUOTHIIOB
B MCCJIEZIOBAaHHBIX 00pa3Iax XOproHa.

B menom, momydeHHbIe B Hamieid paboTe JaHHbIE
XOPOIIIO COITTACYIOTCS C Pe3yJabTaTaMu aHAIOTUYHBIX
WCCIIeIOBaHNM Apyrux aBTopoB (Tadm. §). Yacrora
Y CIIEKTP aHOMAJTUH KapUOTHIIA ITPH HePa3BUBAIOIIICH-
csi OEpPEMEHHOCTH M CaMOIPOM3BOJIEHBIX a0OPTYCOB
MOPA3UTENBHO COBMAAIOT U OOHAPYKHMBAIOT CIEIIU-
(UKy Kak B OTHOIIICHWH THUTIOB aHOMAITUH, TaK ¥ XPO-
MOCOM, NMPUHUMAKOLIKX B HUX ywactue [11, 19, 22,
31, 32, 37]. U3BecTHO, 4TO paHHHE SMOPHOHATIHHEIC
notepu Oonee yeM B 50 % ciryyaeB CBsI3aHBI C XPO-
MOCOMHBIM JTUCOATaHCOM, TIPH 3TOM Ha JIOJIFO TPHUCO-
MUl npuxoauTcst okoio 30 %, BKIa NOAUILIOUIUN U
MOHOCOMMH X olleHnBaeTcs npumepHo 1o 10 % [20].
B narmieli BEIOOpKe TeHOMHBIE U XPOMOCOMHBIE MyTa-
K 0OHapy>KeHsl B 64 % citydaeB, U3 KOTOPBIX TPHCO-
MUH (BKITIOUasi MHOXKECTBEHHBIE) cocTaBwin 41 % oT
o011ero yucia KapuoTUIOB, monurutonan — 12 %,
a MmoHocomud — 6 %. OTmanuTeNnEHON 0COOEHHOC-
TBIO HaIllel BBIOOPKH 0Ka3aJI0Ch OTHOCUTEIBHO OOJTb-
[I0€ YUCJI0 MHOXKECTBEHHBIX TpucoMuit (7,8 % or
BCEX aHOMaJIHii) (Tabd. 8), 9To cornacyeTcs ¢ JaHHbI-
MU, TIOyYEHHBIMH TIPU WCCIIEIOBAHUH CIIOHTaHHBIX
aboprycos 1o 10-it Henenu 6epemernoct [35].

I'eHOMHBIE MyTaluu, BBIABICHHBIE B XOPHUOHE
Mpu Hepa3BUBarolelcs OepemeHHocTH (Tabm. 3),
yeTKo auddepeHIupyroT XpOMOCOMBI 10 HMX 3Ha-
YUMOCTHU IS paHHETO SMOPUOHAIBHOTO Pa3BHUTH.
Tax, MOHOCOMHH ayTOCOM (32 UCKITFOUYCHHEM PEIKUX
Clly4aeB MOHOCOMUU 21), peryispHO perucrpupye-
MBI Y JPOOSIIUXCS 3apO/bIieii [2], He BBISBICHBI
MpH KapHOTHITMPOBAaHWU MaTepuana OT 3MOPHOHOB
MOCTUMILIAHTALMOHHBIX CTagui pa3sutusi. C BHEA-
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peHHEM B JIHATHOCTUYECKYHO IPAKTHKY MOJEKY-
nsapHo-niutoreHeTndeckux wmetonoB (FISH, CGH,
array-CGH) criekTp XpOMOCOMHBIX aHOMaJIUH y ca-
MOTIPOHM3BOJILHBIX BBIKHIIBIIIEH paHHETO CpOKa Cy-
IIECTBEHHO PACIIMPHUIICS 32 CYET PEIKUX THITOB aHEY-
wiouan (MOHOCOMHUHM ayTOCOM, JIBOMHBIE M TPOH-
HbI€ aHEYIIOWJUH), XPOMOCOMHOTO MO3auIu3Ma
1 HecOAJTaHCHPOBAHHBIX CTPYKTYPHBIX TMEPecTPOeK
[6, 21]. B wactHocTH, ¢ nomomwbto FISH ¢ ucnomis-
3oBanueM JIHK-30H10B Ha Bce xpomocombl Habo-
pa oTMedeHa HeoOBIYHO BbIcOKas dactoTa (19 %)
MO3aUYHBIX BapUaHTOB MoOHOocomuil 7, 15, 21 u 22
y CIIOHTaHHBIX a00pTycoB | TpuMecTpa, KIETKH KOTO-
PBIX XapaKTepHU30BAIKChH JIETEHEpaIeld U OTCYTCT-
BHeM Tponepanuu B KyinbType [S].

[IpakTrueckn BO BceX OIyOIMKOBaHHBIX padoTax,
MTOCBSIIIIEHHBIX PAHHUM PETPOAYKTUBHBIM TTOTEPSIM,
KpaiiHe pellko BBISIBIISIIOTCS TPUCOMHUH IO XPOMOCO-
MaMm 1 1 19, a camMbIMH 4aCTHIMU OKa3bIBAIOTCS TPH-
comuu 16 u 22 [29, 30]. Takast 3aKOHOMEPHOCTb OT-
MedJaeTcsl M B Hamiei padore. Hapsimy ¢ atum, Hamu
HE BBISBIICHO HH OJIHOTO CITydasi TPOCTOM TPUCOMUH
IO TIOJIOBBIM XPOMOCOMaM, TOTZIa Kak B APYTUX H3Y-
YeHHBIX BBIOOpKaX 3TO OJHAa W3 Haubollee YacTo
BCTpEYAIOIUXCS MaToNIOThi (Tadm. 8).

[Ipu penpoxykTuBHBIX TOTEepsix B | Tpumectpe
OEpEeMEHHOCTH Ha JONI0 CTPYKTYPHBIX TEpECTpo-
€K MPHUXOIUTCS OKOJO 5—6 % aHOManMil KapuOTHIA
[25,27]. HekoTopble iepecTpOiKH MOTYT OBITh YHAC-
JIEMIOBaHbl OT pOouTeNel-HOCuTeNnel cOamaHcupo-
BaHHBIX XPOMOCOMHBIX MyTaluii. B Hamewm uccre-
JIOBaHUU JIOJsI XPOMOCOMHBIX MYTalliil COCTaBHIIA
6,2 % ciydaeB, NOJOBMHA U3 KOTOPBIX COYETANIACh
¢ remoMHbIMH MyTammamu (3,1%). Kpome Toro,
B 3,1 % ciydaeB ObLJI 3aperUCTPUPOBAH OCOOBIN THIT
aHOMAJIMH KapHOTHIIA — TPYAHO HISHTHHUIHPYeE-
MbIe MapKepHBIE XPOMOCOMBI.

Paznuuus B BBIBISIEMOM YacToTE U CTPYKTYpE Xpo-
MOCOMHOH TIaTOJIOTUH TIPH KAPHOTHITUPOBAHUN a00PTY-
COB MOT'YT 3aBHCETH OT psifa pakropoB. CormacHo Mare-
puanam BO3 (1966), k unciy Haubosnee 3HaIUMBbIX (aK-
TOPOB OTHOCSITCSI: CPOKH TIPEPhIBaHMS OSpEeMEHHOCTH;
CpeIIHUIA BO3pacT OEpeMEHHBIX JKSHIIUH B TIOMYIISIINN;
HEyCTaHOBJICHHbIC HWHIYIIUPOBAHHBIE a0OpPTHL, OTOOP
00pas3IIoB YIS UCCIIEIOBAHMS 110 CPOKY OSpEeMEHHOCTH,
TSDKECTH HapyIICHUS Pa3BUTHS M Ka4eCTBY Marepua-
JIa; METONbI KYJETUBUPOBAHUS TKaHEH; KOHTAMUHAIHS
KyJBTYp TKaHEH KieTkamu marepu [7, 9].

UactoTra CHOHTAaHHBIX TEHOMHBIX M XPOMOCOM-
HBIX MyTaIllil B XOPHOHE NP Hepa3BUBaroIIencs Oe-
PEMEHHOCTH KOPPETUPYET CO CPOKOM OepeMeHHOC-
. Yactota XpomocoMHbIX HapymeHuid (4—60 %)
MaKCUMallbHa Ha JIOMMILUIAHTAIIMOHHBIX CTAIHSX.
Ona cuumxaercs 10 8—-10% Bo Bpemsi UMIUIAHTA-
MU ¥ Hadaja aKTUBHOTO opraHoreHesa (k 8—10-if
Heziene OEpPEMEHHOCTH) B COCTaBIseT OKoio 5 % BO

[T rpumectpe. [Ipu 3TOM 00IIIast CTPYKTYpa FTeHOMHBIX
¥ XPOMOCOMHBIX MyTallMii y SMOPHOHOB U IIOZOB Ha
Oosiee MO3IHUX CTAAMAX PA3BUTHUS coxpansercs. Oa-
HAaKO CIIEKTP XPOMOCOM, BOBJICYCHHBIX B T€HOMHBIC
MYTaIlH, PE3KO CYXKAETCsl U COOTBETCTBYET TAKOBO-
MY HpH IIpOrpeccupylomeii 6epeMeHHOCTH — TOCIIe
10-it Henenu pa3BUTUSI JOMUHUPYET Tpucomus 21, 3a
Hel crenytoT TpucomMuu 18 u 13, uncneHHble aHoMa-
JIMM B CUCTEME ITOJIOBBIX XPOMOCOM M, HAKOHELI, TPUII-
nouans. Y HOBOPOXKACHHBIX XPOMOCOMHBIE abeppa-
IIMH BCTPEUAIOTCSI CPABHUTEIIBHO PEAKO U PETUCTPH-
pytorcs npumepro y 0,5-0,9 % [2].

YacToTa XpOMOCOMHBIX aHOMAJIHMH KOPPEIUPYET
TAaKXKe C TSDKECThIO HapylIeHUs SMOPHOHAJIBHOTO
passutus [11]. B Hamrelr pabore oOpasiibl XOprHOHa
OBbUIN TOJIyYEHBI OT MOTHOIMINX 3apPOJBILIEH, YTO, BH-
MO, OOBSICHSIET B LIEJIOM BBICOKHH MPOLIEHT aHo-
MaJIbHBIX KapuoTHnoB (64%). Cnexyer OTMETHUTB,
YTO OOJIBIIMHCTBO OOpa3loOB Kak C HOPMAaJbHBIM
(61 % ciyudaeB), Tak U aOeppaHTHBIM KapHOTHIIOM
(75,8 % cmyuaeB) OblIO TONTydeHO B cpok 6—10 He-
nens (puc. 4). IlomyueHHbIE pe3yabTaThl CIIy>Kar
HaISAHONM MIUTIOCTpALeld TOMY, YTO HEPHOJ, COOT-
BETCTBYIOLINH MJIALEHTALUH, HEHPYIALUN U HadaIy
AKTHUBHOTO OpraHOreHe3a, SIBJISETCS KPUTUYECKUM
JUTSE SMOPUOHAIBHOTO pa3BUTHs denoBeka [10].

Xopouio WU3BECTHBIM  (DaKTOPOM, YBEIMUHMBAIO-
MM PUCK XPOMOCOMHBIX OOJIe3HEH y Iu1ona, sBis-
ercs Bo3pact Matepu [29, 30]. B namem uccienona-
HHUM, OJJHAKO, HE BBISBJICHO IOCTOBEPHOTO BIMSHHUS
BO3pacTa MaTepyv Ha 4acTOTy TPUCOMHH B XOPHOHE
(puc. 2), 3a uckimodenneM tpucomun 22 (puc. 3),
YTO, CKOpEE BCETO, OOBSCHSIETCS MATOUYUCICHHOCTBIO
Hamel BeIOOpkH. CrenyeT OTMETUTh, YTO, IO JaH-
HBIM HEKOTOPBIX HCCIIE[oBaTeNel, TpucoMus 16 He
3aBHCHT OT BO3pacTHOro dakrtopa [29].

BaxHpIM TOKa3aTenaeM, OTPaKaloUMM BEIMUHHY
TEHETUYECKOTO IPy3a B MOMYIISLHH, SBIISETCS COOTHO-
HIeHue nosoB. [lepBuuHOE COOTHOLICHHUE 0IO0B, BO3-
HHKAIOIIee MPH OIUIOAOTBOPEHUH, HEN3BECTHO. BTo-
PUYHOE COOTHOLLIECHHUE I0JIOB, KOTOPOE YCTaHABIMBA-
€Tcsl y HOBOPOK/ICHHBIX, TO €CTh IOCIIE MIPEHATaIbHO-
TO €CTECTBEHHOTO 0TOOpa, paBHO 1,05-1,07 [3, 36]. Ilo
JTAHHBIM Pa3HbIX aBTOPOB, COOTHOILICHUE MOJIOB Y CITOH-
TaHHBIX abopToB BapeupyeT oT 1,32 mo 0,34 [28, 31].
B Hamedd pabore COOTHOIICHHE IOJIOB B TPYIIIE
C HOPMAJIGHBIM KaprUOTHUIIOM cocTaBmiio 1,12, a B o0be-
HeHHo Tpymnrie naronors — 0,91 (Tatu. 7), 4ro, ckopee
BCET0, CBUCTEIIBCTBYET 00 OTCYTCTBHHM 0TOOpA I10 TIOIY.

Bmecre ¢ Tem, HaMu OOHapy’>KeHa NPEUMYILECT-
BEHHAsl THOEJb TPUIUIOUIHBIX SMOPHUOHOB MY KCKOTO
MoJa Ha paHHUX CTagusx smOpuoreHesa. Tak, mpu
Hepa3BHUBaroleics oepeMeHHocTd B 7 u3 10 cirydyaes
YCTaHOBJICH MY>KCKOW KapHOTHII (COOTHOIIeHHE 3,3)
(Tabm. 6), Torma Kak MpH IpOTpeccUpyrolei oepe-
MEHHOCTH BBISIBIICHO 4 m1ofia ¢ kapuoTunoM 69, XXY
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CrieKTp M CTPYKTYPa XPOMOCOMHOI NATOJIOTMH B AG0PTHOM MaTepHalie 3aMepIINX 6epeMeHHOCTeil 110 JaHHbIM Pa3HbIX ABTOPOB

Yucno Cpennuii Bo3pact Kapuorun
MpOaHaIu- Marepei XPOMOCOMHAsI MTATOJIOTHS
Hcrounnk N HOpMa
3MPOBAHHBIX B 00ci1eioBaHHON BCEro

cnyuacs BLIGOpKE n (%) n (%) TPUCOMUS | TPUILIOMAMS | TETPAILIONIHS
B. Eiben et al., 750 — 374 (50) 376 (50) 62,1 12,4 9,2
1990 [22]
M. D. Stephenson 420 — 225 (54) 195 (46) 62,6 13,9 5,1
etal., 2002 [37]
Haszapenxo u np., 552 26,1 £6,2 271 (49) 281 (51) 37,0 19,6 25,3
2002 [11]
E. Ljunger et al., 259 31,9 100 (39) 159 (61) 55,3 10,7 3.8
2005 [31]
M. Nagaishi et al., 347 — 151 (44) 196 (56) 61,2 13,8 2,6
2004 [19]
J. Menasha et al., 717 35,7+5,8 410 (57) 307 (43) 64,8 10,4 1,6
2005 [32]
CoOcTBeHHBIC 200 32,7+6,15 72 (36) 128 (64) 55,5 12,5 6,3
JTaHHbIE

n 16 — c xapuoturiom 69,XXX (COOTHOIIEHHE IO
oy 0,25) (coOCTBeHHBIE Pe3ylbTaThl MpEHATalb-
HOW JAMarHOCTHKH, HEOMyOJMKOBaHHBIC JAaHHBIC).
KpaiiHe HM3Kas 4acTOTa CIOHTAHHBIX BBIKHJIBILICH
¢ kapuotunoMm 69,XYY, a Takxke CMEIICHHE COOT-
HOIIIEHUSI SMOPUOHOB B CTOpOoHY 69,XXX mo mepe
Pa3BUTHS IO3BOJISACT NPEANOIOKUTD, YTO HAJIHUHE
JIBYX aKTHBHBIX X-XpOMOCOM obecreynBaeT OanaHc
MEXIy ayTOCOMaMH U IIOJIOBBIMH XPOMOCOMAaMH.
OTO NpeanoNoKEeHNE HYKIAeTCs B IPSMOM JKCIIEPH-
MEHTAJIbHOM MOATBEPKACHUH.

[Ipobnema penponyKTUBHBIX TOTEPh HE HCUEp-
MIBIBACTCS XPOMOCOMHBIM JucOanaHcoMm, TeM 00-
Jee 4To BO MHOTHMX CIy4asX KapHoTUI abopryca
OKa3bIBaeTCs HOPMaJbHBIM. B mocnenHee Bpems
OosiplIOC BHMMAHHE YACTSCTCS HW3YYCHHIO POJIU
TCHOB «IPEIPACHOIOKECHHOCTH» K HEBBIHAIINBA-
Huto. OcoOblif MHTEpeC B 3TOM IUIAHE MPe/CTaBIs-
IOT TeHbI JETOKCUKALMM — III0TaTHOH-S- 1 N-are-
tuntpancepas (GSTMI, GSTTI, GSTPI, NAT2),
TeHbI [IaBHOTO JIOKyca rucrocoBmectumMoctd HLA,
MeMOpaHHBbIE aHTUTEHBI TPy KpoBH A 1 B, reHs
MeMOpPaHHBIX PELENTOPOB KJICTOYHOTO Y3HABAHUS —
unterpunsl, Ig (GPIlla, GPIIIb), a Takxe reHsl (o-
naraoro 1ukiaa (MTHFR, MRR) [1]. He wuckiroue-
HO, YTO HEKOTOpBIC aJUIeJIbHBbIC BapUAHThI 3TUX Te-
HOB CIIOCOOCTBYIOT HEBBIHALIMBAHHUIO, B TOM YHCIIE
1 CaMOIIPOU3BOJIBLHOMY IIPEPHIBAHNIO OEPEMEHHOCTH
IUIOZIOM C XPOMOCOMHBIM JiicOanancom. [ MHOrux
U3 3THX T'€HOB YK€ U3BECTHBI (PYHKIIMOHAJIBHBIC T10-
IUMOP(U3MBI, KOTOPBIE KOPPEJIUPYIOT C HEBBIHAILIH-
BaHHEM OEPEMEHHOCTH.

EcrecTBeHHO, YTO NPUYMHOIN paHHUX CIIOHTAHHBIX
abopTOB MOTYT OBITH I MHOTHE JIPyTHE (DAKTOPHI, TAKUE
KaK HapyLIeHHs TOPMOHAIBHOIO OajiaHca, HH(EKIUH,
docdonunmaable antuTena 1 MHorue apyrue. [Ipu Ha-
JIMYUH 3THX MOBPESKAAIONMX (PAKTOPOB MpEeKpalleHIe
SMOPHOHATIBHOTO PA3BUTHSL M NpepbIBaHHUE OepeMeH-
HOCTH OOBIYHO MPOUCXOMAT B O0JIee MO3IHUE CPOKH.

Takum 00pa3zoM, aHOMaNMAM KapHOTHIA IPH-
HAJJICKUT 3HAYUTEIBHOE MECTO B ITHOJIOTHMH HE-
pasBuBatolieiics OEpeMEHHOCTH PaHHHX CpPOKOB.
CornacHO TOJYYCHHBIM HaMH JAaHHBIM, OHHU SIB-
JSUTMCh OCHOBHOM NPUYMHOM OCTAHOBKH 3MOpHO-
HaJbHOTO pa3BUTH B 64 % ciydaeB. boIbIIMHCTBO
AHOMAJINK KapHOTHNa ObUIM 0OYCIIOBICHBI CIIOPa-
JUYECKMMH T€HOMHBIMU MYTalUsSIMHU, BO3SHUKIINMHU
IPHU CO3PEBAHUU TAMET, NPU OIUIOAOTBOPEHUU WIIN
BIIEPHOJ IpOoOIeHHs . PHCK XpOMOCOMHBIX aHOMaINH
y IJ10J1a IPH CJIEAYIOLIeH OepeMEHHOCTH B 3THX CIIy-
yasx npuOnuxaercs K nomysinuoHHomy. [Ipu ano-
MaJbHOM KapuOTHUIIE TUI0JA, OOYCIOBICHHOM HaJIH-
yueM cOaJlaHCUPOBAHHBIX XPOMOCOMHBIX II€pPECT-
poeK y ponuTeineil (TpaHCIOKalWii, WHBEpPCHUN),
PHUCK MOBTOPHOTO 00pa3oBaHMs HecOalaHCUPOBaH-
HOW 3MTOTHl 3HAUYUTEJIBHO BBIIIE MOMYJSLHOHHOTO.
B cnyuae orcyTcTBHS XPOMOCOMHBIX aHOMAJIHMN
B a0OPTHOM Marepuaje MpeACTaBIsIeTCs LeIeco00-
pasHBIM KOMIUJICKCHOE 00cieoBaHHE POJUTENCH,
BKJIIOYAIOLIEe KAapHOTHIIMPOBAaHUE OOOMX CyNpy-
TOB, aHAJIM3 HOCHUTEJIbCTBA MH()EKUNM, BBHIICHEHHE
SHIOKPUHHOTO CTaTyca, a TakXe OCOOEHHOCTeH
aJJICNbHBIX BapHAaHTOB TEHOB «IIPEIPACIIONOKCH-
HOCTM» K HEBBIHAIIMBAHUIO, PEKOMEHIYEMOW TIe-
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Tabnuya 8
(% oT obmIero Ynca MaToNOTHH)
CTPYKTypHBIE MHOJKECTBEHHBIE TPHUCOMUH MOJIOBBIX MOHOCOMHS
MOHOCOMHST X o COYCTAHHBIC Apyrue
TepecTpOrKN TPUCOMUHU XpOMOCOM ayTOCOM
10,5 4,7 — — — — 1,1
9,2 4,1 4,6 — — — 0,5
— 3.5 1.8 10,7 2,1 — —
9.4 — 4,4 8,8 — — 7,6
12,2 4,6 4,6 — 1,0 — —
13,7 4,9 3,6 — — _ 1
7.8 3.1 7,8 — 0,8 3,1 3,1

HETHUYECKOW KapTOW pPEeNnpoOAYKTUBHOTO 310POBBS
[2, 10].

B 3akmrouenue cienyer MOAYEPKHYTh, YTO Ka-
PUOTHUIIMPOBAHHUE TIO3BOJISIET YCTAHOBHUTH HPUYH-
Hy Hepa3BUBAIOLICHCd OCpEeMEHHOCTH, OLCHHUTH
MOBTOPHBI PHCK HEBBIHAIIUBAHHU OCpEeMEHHOCTU
U B KaXJIOM KOHKPETHOM CIIy4ae ONPEACIUTb TaK-
TUKY JajJbHEHIINX Je4yeOHO-TUarHOCTHUECKUX Me-
pONPUSATHH.

Pabota BbImonHeHa npu GUHAHCOBOW MOAICPIKKE
Poccuiickoro ¢onna ¢yHAaMeHTaIbHBIX HCCIIEN0-
BaHui (mpoext Ne 05-04-49175a) u ¢onnma U. S.
Civilian Research Development foundation for the
Independent States of the Former Soviet Union.
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chromosome

DIRECT CYTOGENETIC STUDY OF CHORIONIC SAMPLES
FROM THE ARRESTED PREGNANCY TISSUES

Chiryaeva O. G., Petrova L. 1., Sadik N. A., Dudkina V. S.,
Pendina A. A., Fedorova I. D., Kuznetzsova T. V.,
Baranov V. S.

m Summary: The present paper summarizes results of
cytogenetic study of the chorionic samples of 200 arrested
pregnancies. Frequency and spectrum of karyotype
pathology and its correlation with maternal age and term of
gestation, sex ratio and type of aberration were analyzed.
The results are compared and discussed with relevant other
studies.

m Key words: arrested pregnancy; karyotyping; chromosome
and genomic mutations
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