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CIIEKTP 1 YACTOTA XPOMOCOMHbBIX HAPYIIEHUH IUVIOJIA ITIPU PETPECCUU
BEPEMEHHOCTU, 3A®KCHUPOBAHHBIE B 2009-2013 T'OJAX V JKEHIIIVH,
MMPOJKUBAIOIIUX HA IOTE TFOMEHCKO¥ OBJIACTU
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Cratbst mocTynmia B pegakimio 11.11.2015

B pabote mpoaHanmm3upoBaHa MHGopmalms LleHTpa mIaHMpPOBaHMS CEMbU M PENTPOAYKIMY TIOMEHCKOTO
06JIaCTHOTO OT/ENEHUST MeIVKO-TeHETUUECKOTO KOHCY/JIbTUPOBAHMS. IJTO IMO3BOMIO BBISIBUTH CIIEKTD
XPOMOCOMHBIX ITaTOJIOTHI1 TPV AMarHo3e «perpecc 6epeMmeHHOCTM» B riepuof ¢ 2009 mo 2013 rr. Onpere-
JIEHbI YaCTOThI OGHAPYKEHHBIX TIPY IIUTOTEHETMYECKOM aHAIM3€e XPOMOCOMHBIX abeppaliyii, a TakKe BbI-
TIOJIHEH CPaBHUTE/IbHBIN aHaIN3 TIOTyUYeHHbIX JAHHBIX C aHAIOTMYHBIMU, IIOTyUeHHBIMY paHee B IIepuoy,
1998 o 2004 rr. OmpeziesieHbl CpeIHME YaCTOThI XPOMOCOMHBIX HapYIIEHWi Ha pybeske BTOPOTO U TPEThe-
'O THICSTYEJIETUI, KOTOPbIE MOTYT ObITh MCITO/Ib30BAHbI B KAUECTBE 6a3VICHBIX IIs AATbHEMIINX MCC/IeN0Ba-
HUI1 B IUTaHE T€HEeTUYECKOTO MOHUTOPYHTA TIOMY/ISIIVN JIIofel Ha 1ore TIOMEHCKO 06/1acTy.

Kniouesoie cnosa: XxpomocomHole a6eppaz4uu, KapuomunuposaHue, Hepa3susuascs 5€p€M€HHOCWlb, 2eHemuye-

cKuti moHumopuHe, TiomeHcKkas obaacme

CoBpeMeHHbIE IMTOTEHETUYECKMEe CII0COOBI
IOVIArHOCTMKM TTO3BOJISIIOT YCTAHOBUTH IIPUYMHY Gec-
IUTOAMSI, HEeBbIHALIMBAHWSI GepeMeHHOCTH; ITPOTHO-
3MPOBaTh MOBTOPHBI PUCK BOSHUKHOBEHMS perpec-
cupyloleii 6epeMeHHOCTH, a TaKKe BepOSITHOCTb
pOKIeHus B 00CIemIyeMoit ceMbe JeTeit ¢ XpOMo-
COMHOJ TaToJIOrMei. AHanmM3 KapMOTUIIA B CIydyae
3amepiieii 6epeMeHHOCTH U CUCTeMaTMU3aIus JaH-
HBIX O XPOMOCOMHBIX IaTOJIOTUSIX I103BOJISIET BbI-
SIBUTD CIIEKTP XPOMOCOMHBIX ITATOJIOTH B a00PTUB-
HOM MaTepuaie U yCTAHOBUTh YaCTOTY LIUTOTeHeTH-
yecKMX HapymieHuit. Takas nHbopmaloHHas 6a3a
MO3ET CTy>KUTb OCHOBOJ1 [I7Is1 OCYILIeCTBJ/IEHUS TeHe-
TUYECKOTO MOHUTOPUHTA.

Ilesp paGoOTHI: BIIEpBbIE IMPOAHATUIUPO-
BaTb reHETMYECKUIT MOHUTOPUHT JKEHILMH, TPOXN-
BaloIIMx Ha fore TIOMeHCKOI 06/1acTH, A1 TTepuoaa
2009-2013 rT. 1 oIpenennTb yCpeaHeHHbIe YaCTOThI
IUTOTeHEeTUYECKUX HapyIleHuii Tpu perpecce Ge-
PEMEHHOCTU Ha pybeske BTOPOTO M TPEThETO ThICS-
YyeseTuii.
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st oCTVsKeHUS TTOCTaBIeHHbIX 3aiau ObUIM TTPO-
aHaIM3MPOBaHbl apXxMBHbIEe [TOKYMEHTbI [TaHHOTO
1eHTpa. LiuToreHeTIecKmii aHaaU3 GBI OCYIECTB-
JieH TpU WCIOb30BaHUM CTaHAAPTHBIX METOIMK.
AGoOpTUBHBIIT MaTepuas (BOPCUMHBI XOPUOHA) TTOMe-
a1 B KyJAbTYPaJIbHYIO CPELY U UCIONIb30BaIN €ro
ISl TIPUTOTOBJIEHMS I[UTOTEHEeTUUeCKMX TIperapa-
TOB METOAOM KPaTKOBPEMEHHOTO (24 Jaca) KyJIbTH-
BUpOBaHMS. [N OKpallMBaHUsl MCIIO/Ib30BaIU
muddepenimanbHoe okpammBanue G-meTom, py-
TUHHYIO0 OKpacKy no PomanoBckomy-I'mmse, Q- n C-
OKpalllyBaHue — TI0 CIelNMaTbHbIM TOKa3aHMUSIM.
AHanmM3 XpOMOCOMHBIX TpernapaToB ITPOBOAMIN C
MCIIO/Ib30BaHMEM KOMITBIOTEPHBIX CUCTEeM aHaliu3a
xpomocoM «['eHeTncKaH», «KapnoBumeorect». Cuc-
TeMa COIEPKUT CIIeAyIolee CTaHaapTHOe 060pyIo-
BaHMe: OIITUYECKMIT MUKpocKom Axiolab (Zeiss); ma-
sorabaputHyio TV - Kamepy axio cam hrc epson pho-
to 890; ucTouHmk GecriepebOTHOTO MUTAHUS; YCT-
poiicTBO OoIMGPOBKU M306paskeHuit (ppeiiMrpad-
6ep); BBICOKOIIPOM3BOIUTENbHBIN TePCOHATbHBIIA
KoMIbloTep; TMpuHTep. C MOMOIIbI0 MPOrPaMMHO-
QITOPUTMMYECKOM YacTU OCYLIECTB/S/IA BBOL U
XpaHeHMe B 0a3e HAHHBIX PEOKUX UMUCIIOBBIX U
CTPYKTYPHBIX HapyllleHuit KapuoTuIla, a Takke Be-
JleHMe KypHajia perucTpaium pesyabTaToB XpOMO-
COMHBIX aHAJIN30B BCEX IAIMEHTOB, 00C/eI0BaB-
mxcsl B jabopaTopun. CTaTUCTUUECKYI0 00paboTKy
JAHHBIX BBITOJHMIM Ha OCHOBE CTaHIAPTHBIX O6MO-
MeTpUUeCKUX METO/IOB.

PesynbTaThl UM 0OCyRaeHme. [IpoaHammsu-
POBaH BO3pacT >KEHIIVH C AMArHOo30M «perpecc Oe-
peMeHHOCTU». 13 Tabi. 1 BUOHO, UTO perpecc Gepe-
MEHHOCTM MOXKET IIPOM30MTH Y )KeHILIVH B BO3pacTe
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oT 18 neT 10 44 5eT, HO KEHIIVH B Bo3pacTte Oojee
26 j1eT B 2 pa3a 6oJIbliie B TPYIIIIE C PETPECCOM, UEM B
TPyIIie ¢ HOPMaJbHO IpOTEKaIleil GepeMeHHO-
cThl0. Yale aHaIM3MpyeMoe COObITHE OCYIIECTBIISI-
eTCsl Ha PaHHMX Cpokax recrauuu. Perpeccupyer
6epemeHHOCTh B 90% cityuaeB, 3aMKCHMPOBAHHBIX

ot 5 1o 10 Hemenmu. [Toas1 HOPMAaJIbHbIX ¥ aHOMAJlb-
HBbIX KapMOTUIIOB B aOOPTMBHOM MaTepuaje Ipu-
MepHO ofuHakoBasi (Tabs. 2). B cOOTBETCTBYIOLIMX
BO3PACTHBIX TPYyMIaxX >KeHIIMH (Tabj. 3) yacToTa
AHOMAaJIbHBIX ¥ HOPMAaJIbHBIX KapMOTUIIOB OMHAKO-
Ba.

Ta6auia 1. PacripemeneHye SKeHIIVH 10 BO3PaCTy

Tepputopus Yucio Bospacr, net
14-17 [ 18-21 | 22-25 | 26-29 [ 30-33 [ 34-37 | 38u>
IIpu perpecce 6epeMeHHOCTI

1or 061acTH | 766 | o [ 55 | 22,7 [ 31,9 | 199 [ 131 | 68
6e3 perpecca 6epemeHHOCTH [1

1or 06;1aCTU 11676 4.5 32,4 29,2 17,7 9,8 4,9 1,6
ceBep 061aCTU 5976 2,9 23,8 29,5 20,9 13,3 7,0 2,7
Anaria, Kaymansl, 3156 | 38 | 32,0 | 289 | 17,9 9,6 58 1,9
Tyrynsim

TaGJmua 2. YacrtoTa HOPMAaJIbHbIX 1 aHOMAaJ/IbHBIX KapMOTUIIOB IIPpU 3aMepme171 6€p8MeHHOCTI/I

Cpoku Gepe- AHOMAa/IbHBIN HopmabHbIi
MEHHOCTH KapUoOTHUII KapUOTUIL
(Hemenn) YMCI0 yacTtoTa (%) YuCI0 vactoTa (%)
1-4 4 1,02 4 1,42
5-7 204 52,17 151 53,74
8-10 155 39,64 91 32,38
11-13 26 6,65 33 11,74
14-15 2 0,51 2 0,71

Tao6auiia 3. YacToTa HOpMaTbHBIX ¥ AHOMAJIBHBIX KAPMOTUIIOB IIPU 3aMepiieii 6epeMeHHOCTH

BospacTHbIe rpymninbl JKeHIH
aHOMaJIbHbI 18-21 | 22-25 26-29 30-33 | 34-37 | 38u>
KapyOTUII, YMCIIO 22 95 151 75 63 31
yacToTa, % 5,03 21,74 34,55 17,16 | 14,42 7,09
HOPMaJIbHBbINI 20 79 94 77 38 21
KapUOTUII, YMCJIO
yacTorTa,% 6,08 24,01 28,57 23,40 | 11,55 6,38

B mepuopn ¢ 2009-2013 rT. B LUTOreHeTUYe-
CKOVi J1abopaTopuu OTHeNeHUSI MeIUKO-TeHeTH-
YeCKOro KOHCY/IbTUPOBaHMS TIOMEHCKOTO 00/1aCTHO-
ro lLleHTpa TIaHMPOBaHUSI CEMbU U PENPOAYKIINN
ObLT TIPOBEAEH KapuMoTUIMyeckuii aHamm3 1028
abopTyCoB, IMOJYUYEHHBIX TIPU PErpecCUpyIolein be-
peMeHHOCTH. B pesynbTare aHamm3a abOPTUBHOTO
Marepuasa ObUIO BbISIBJIEHO 465 aHOMAaJbHBIX Ka-
PUOTUIIOB, Cpemy KOTOpBIX ObUTa  IOMydeHa

Cylenyouas KapTUHa pacrpenesieHns XpOMOCOMHBIX
HapylleHui: MoHocomus - 16,8%, mo3aunmsm -
15,1%, u onumnonausi- 25,4%. AGCOIIOTHAS YacTo-
Ta XPOMOCOMHBIX M3MEHEHMI PasHOro TUIIA Tpe[-
cTaBjieHa B TaOJI. 4: ¢ HAaMOOJIbIIIEl YaCTOTOI BCTpe-
YaeTCs reTeporvionaysl, Ha OJI0 CTPYKTYPHBIX IIe-
pecTpoek NpUXOOUTCS MeHee 1% cilydyaeB Hapylie-
HUIA.

Tao6muna 4. A6COMIOTHAS YaCTOTa XPOMOCOMHBIX M3MeHeHM pasHoro Tuma (%)

T'ereportonaust | Mosanumusm | Iomamrtonaust CTpyKTYpHBIE
HapymeHust
26,17+1,37 6,81%0,62 11,48+0,99 0,10£0,10
cpeny abopTycoB ¢ HA60poM XpoMocom XY
11,77¢1,01 | 3,40%0,57 | 593*0,71 | 0,10£0,10
cpeny abopTycoB ¢ HabopoM xpomocoMm XX
14,40#1,10 [ 3,40%0,57 | 554*0,71 |  0,00+0,10
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Ha puc. 1 npencraBieHa AMHaMMUKa 4aCTOTBI
XPOMOCOMHBIX HapyieHuii B repuon, 2009-2013 rr.,
KOTopas Koyebiercst ot 36,%5 1o 54,3%, B cpefgHeM
cocTtaBiisist 45,2%.
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Puc. 1. [lyHaMMKa 4aCTOThI XpPOMOCOMHBIX
HapyieHuii B nepuoz 2009-2013 rr.

Bce BbISIBJIEHHBIE IIMTOTEHETUYECKME aHOMA-
JIUY Pa3mevIv Ha HEeCKOJIbKO TPYIIT M YWIN JOJTI0
STUX TPYII B 06IIEM CIIeKTpe HapyreHuii. Yactora

TPUCOMUM IO OTAEIBLHBIM XPOMOCOMaM KOJIe6IeTcst
ot 1,1% mo 6% (tab6n. 5). Camast BbICOKAsl 4acTOTa
TaKOTO TUTIA HapyllleHuii BbIsIBJIeHa N1 16 XpoMo-
combl. YacToTa TpUCOMMUM TI0 KaKI0V XPOMOCOME B
nepuog, 2009-2013 rr. nipeacrasieHa Ha puc. 2. Yac-
TOTa MOHOCOMUM B UCC/IeLyeMblii TIepUOJ, COCTaBM-
na 16,8% or Bcex aHOMaJIbHbIX KapUOTUIIOB (TabJI.
6). MoHocoMmusi X XpoMocoMbl 3aHMMaeT 14,6% ot
BCei1 BbISIBJIEHHOI MOHOCOMMM, €C/IM BKJIIOUUTh MO-
3aMyuHble (OPMbI C JAHHOM MOHOCOMMEN, TO OHA
Bo3pacTeT 10 19%. B pe3synbraTe aHaaM3a 4acCTOTHI
MOJIUIVIONIOB YCTaHOBJIEHO, YTO TpUItonaus (22%)
BCTPEUYAETCSI C CYIIECTBEHHO OOJIBbILEI YaCTOTON,
yeM TeTparuionaus (3,5%). ®opmbl 69XXX u 69 XXY
BCTPEYAIOTCS IMPUMEPHO C OJMHAKOBOM YaCTOTOIA.
CymMapHasi 4acToTa TMOJUIVIOMAHBIX KapMOTUIIOB
paBHa 25,4% (Tabmn. 7).

Ta6auna 5. Yactora Tpucomuii, B %

Homep gomnonnu- n YacrToTa Homep gomnoi- n YacToTa
TeJIbHOJ XpOMOCO- HUTEIbHOMI
MBI WJIM TPYIIIIBI XPOMOCOMBI

+1...+4 14 1,36+0,36 +13 17 1,65%0,40

+6...+12 7 0,68+0,26 +16 64 6,23+0,75

+14..+20 9 0,88+0,29 +18 13 1,26+0,35

C 24 2,33+0,47 +21 16 1,56+0,39

D 9 0,88+0,29 +22 13 1,26%0,35

E 1 0,10+0,10 O61as yacrora 18,19%£1,20
YacroTa
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Puc. 2. OTHOCUTenbHAS YacToTa TprucoMum (%)
TI0 OTAEeTbHBIM XPOMOCOMaM

Ta6ymmia 6. YacTrota MoHOCOMIM,%

Kapuotun n YacroTa
45X 68 14,62%1,64
45X,+18 1 0,22%0,22
45,X-18 1 0,22%0,22
45 XY-18 1 0,22+0,22
45,X,Y-3 1 0,22+0,22
45,XY,-8 1 0,22%0,22
45X,-19 2 0,43%0,30
45,XY,-C 3 0,65+0,37
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B Yacrora

Ta6muua 7. Yactora noauruionaum (%) pu perpec-
ce 6epeMeHHOCTHU

Kapuotumn n Yacrora
69,XXX 45 9,68+1,37
69,XXY 57 12,26+1,52
92,XXXX 12 2,58+0,74
92,XXXY 3 0,65+0,37
92,XXYY 1 0,22%0,22
Bcero 118 25,38+2,02

Kak yke 6bU10 OTMeEUEHO, MO3auIM3M 3ape-
TUCTPUPOBAH B 15% cityuaeB OT umcia aHOMATbHBIX
abopTycoB. ITpy 9TOM HOPMAaJIbHbIM KapUOTUII Yallle
(12,7%) coueTaeTcsi C MOHOCOMHBIM, TPMCOMHBIM U
TPUIUTOUIHBIM (Tab61. 8). Ha momio ocTanmbHbIX MO3a-
MYHBIX BAPUAHTOB IIPUXOANUTCS TOMbKO 2,5%. YacTo-
Ta CTPYKTYPHBIX M3MEHeHUli He IipeBblliaer 1%.
bbut 3auKcHMpoBaH TOJMBLKO OAMH C/Iyuyail NaHHBIX
usmeHenuit — 46,XY, der (21;21)+21.

Kapruna, BbISIBIeHHast B Haleil pabore, B
1eJIOM COIJIaCyeTCs C TaKOBOM, MpeacTaBAeHHOM
IpyrMMu ucciaenosarensiMu [2-4], kak B TioMeH-
CKOJi o6yacTu, Tak M 3a ee mpemenamu. CaMbIM
YacTbIM BUJOM HapylleHWUil SBJSETCS reTepoll-
Jouaus, TipeobiafgaeT TPUCOMMUS TI0 16 XpoMoco-
Me ¥ MOHOCOMMS X-XpOMOCOMeE.
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Ta6auia 8. Yacrora MmosaunysMa (%) B KlieTKax abopTyCoB Py perpecce 6epeMeHHOCTH

Kapuorun MoHoco- Tpucom- Tpumnonpgssiii | Terparuio- Tpumnong-
MHBIN / HbIN / / UIHBIN / HBbIN /
Hopmain- Hopmain- HopmanbHblit Hopmais- Tpucom-
HBIN HBIN HBIN HBbIN
KOIMYECTBO 26 16 17 2 1
yacToTa 5,59+1,07 3,44+0,85 3,66%0,87 0,43%0,30 0,22+0,22
KapMOTUII MOHOCO- TeTparvio- TeTparyiona - reTeporyio- | TeTparious-
MHBIN/ VTHBI/ HbIN/TPUCOMHBI UIHBIN/ HbIV/TPUCOM
MOHOCO- Tpumionz- | 3/ HopmanbHblii | TPUCOMHBI/ HBIA
MHBI HBIV rOpMaJIbHBIV
KOMYECTBO 1 2 3 1 1
yacToTa 0,22+0,22 0,43+0,30 0,65%0,37 0,22+0,22 0,22+0,22
YacToThl IIUTOTEHETMUECKUX HapylieHuit, mpuxogutcsa 0,22%, B 2 pasa uallle BCTpeuasach

BbISIBJIEHHBIX B repuog ¢ 2009 mo 2013 rr. Ha rore
TIOMEHCKOJ 00J1aCTM, CPaBHMIM C COOTBETCTBYIO-
MMM [JAHHBIMM B MPEAIIECTBYIOUINI TMEPUO],
(1998-2004 rr.) BpeMeHu [5]. DTV YaCTOTHI OKa3a-
JIUCh paBHBIMM B Ha3BaHHble BpeMeHHble MHTepBa-
sibl. Hampumep, mons mo3ankoB 45,X/46,XX paBHa 4
% B KaXObll 13 YKa3aHHBIX MEPUOIOB; Ha KaKObIN
U3  MO3aMyHbIXx  BapuaHTOB 47 XY,+2/46,XY,
47 XY,+4/46,XY, 47,XY,+13/46,XY, 47,XY,+21/46, XY

dbopma 47 XY,+21/46,XY. B KaskOplif 13 yKa3saHHbBIX
MepUOAOB CyMMapHasi 4acToTa MO3aM4HbIX (HOpM
HapylleHui coctaBuia 7%. PaBeHCTBO 4aCcTOT LIUTO-
reHeTMUeCKUX HapylleHuil B aHaIu3UpyeMmble Iie-
pvoAbI BpeMeHM TO3BOJIMJIO PAacCUMTATh YCpeIHeH-
HbIe YaCTOThI Pa3JIMUHbBIX TUIIOB XPOMOCOMHBIX Ha-
pylIeHuit Ha pybeske OBYX ThICSUeNeTui (Tabm. 9-
11).

Ta6numa 9. Yactora tTpucomun Ha pybeske XX-XXI peka (1998-2013 rr.)

Homep pomnoaun- n Yacrora Homep po- n YacrToTa
TeJIbHO XPOMO- TOJIHM-
COMBI WJIM TPYII- TeJIbHOM

IIbI XPOMOCOM XPOMOCOMBI

+1...+4 21 2,27%0,49 +13 31 3,35+0,59

+6...+12 13 1,40+0,39 +16 69 7,45+0,86

+14..+20 15 1,62+0,42 +18 18 1,94+0,45

C 30 3,24+0,34 +21 26 2,81+0,54

D 11 1,19+0,13 +22 17 1,83+0,44

Ta6amuua 10. Yactora MOHOCOMUY (N, YaCTOTA, %) 10 X XpOMOCoMe (C yUeTOM MO3auYHbIX (OPM)

BpemeHHOI1 45X 45, urerepon- | Mosauku Bcero
nepuop, IT. JIOUZNS TIO JPY-

T'MM XPOMOCOM
1998-2004 36 17,8 0 0,0 22 4,8 58 12,6
2009-2013 68 6,6 9 0,9 21 2,0 98 9,5
B cpenpnem 104 7,0 9 0,6 43 2.9 156 10,5+0,79

Tao6numa 11. Yactora mosmmuiongum (n, 9acTora, %) ¢ yueToM MO3aMYHbIX GOPM)

dopma BpemeHHoOI1 nepuof, IT. B cpegnem

MOJINIVIONUIA
1998-2004 2009-2013 1998-2013

92 XXXY 4 0,9 10,1 50,3
69 XXY 18 3,9 57 5,5 75 5,0
69 XYY 7 1,5 0 0,0 7 0,5
69 XXX 18 3,9 45 44 63 4,2
92 XXXX 4 0,9 12 1,2 16 1,1
92 XXXY 0 0,0 30,3 3 0,2
MO3aUKU 16 3,5 25 2,4 41 2,6
B cpegHem 67 14,5 143 13,9 210 14,1%£0,90
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BpIBOIBI: BBbISIBJIEHBI YacCTOThI LIMTOTEHETU-
YeCKMUX HapyIIeHNi1 y abOpTYCOB B cIyJyae 3aMepIiieit
6epemeHHOCTH B iepmof 2009-2013 IT. U BbITIOTHE-
HO CpaBHeHMe ¢ TakoBbiMU B 1998-2004 rr. 3TH yac-
TOTbI MOKHO PacCMaTpMUBaTh B KauecCTBe 6a3MCHBIX
IIs1 JanbHeNIIero BpeMeHHOr0 M MPOCTPaHCTBEH-
HOT'O TeHeTUYeCKOr0 MOHUTOPUHTA.
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RANGE AND FREQUENCY OF FETUS CHROMOSOMAL VIOLATIONS AT PREGNANCY
REGRESSION, RECORDED IN 2009-2013 AT WOMEN, LIVING IN THE SOUTH
OF TYUMEN OBLAST
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In work information from Center for Family Planning and Reproduction of Tyumen regional office of medi-
cal-genetic consultation is analyzed. It allowed to reveal a range of chromosomal pathologies at the diagno-
sis “pregnancy regress” during the period from 2009 to 2013. Frequencies of chromosomal aberrations
found in the cytogenetic analysis are determined, and also the comparative analysis of the obtained data
with similar, received earlier during the period from 1998 to 2004 is made. Average frequencies of chromo-
somal violations at a turn of the second and third millennia which can be used as basic for further research-
es in respect of genetic monitoring for population in the south of Tyumen oblast are determined.
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