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PECULIARITIES OF KARYOTYPE IN PATIENTS WITH MISCARRIAGE

A.A. Olina, G.K. Sadykova*, E.V. Shirinkina
E.A. Vagner Perm State Medical University, Russian Federation

Henp. Wzyyenne 0COOEHHOCTEN KAPUOTUIIA TTALUEHTOK C HEBBIHAMMBAHUEM OEPEMEHHOCTH. AHAIN3 MIO/H-
MOP(U3MA XPOMOCOM MATEPH, UX PONIX B T€HE3E HEBBIHAMMBAHNA 6EPEMEHHOCTHL.

Marepuanbl H METOABI [IpOBECHA CPABHUTEIBHAA OLECHKA KAPUOTHIIOB KEHIIUH, OEPEMEHHOCTb
KOTOPBIX IIPOTEKaNad O€3 OCIOKHEHMI M 3aKOHYWIACH POXJAECHUEM 370POBOIO pedeHKA (75 YENOBEK,
[ rpynna), u manyueHToK ¢ HeBBIHAMMBAHUEM OGepeMeHHOCTH (135 venosek, 11 rpynna), u3 Hux Ila rpymmy
cocTaBiI 68 JKEHIMUH C TEPBOI GEPEMEHHOCTDIO, 3AKOHUMBIICHCS CAMOIPOM3BOIBHBIM TTPEPHIBAHIEM
B I Tpumecrpe, IIb rpynmny — 67 MAEEHTOK C TEPBOI U TOCAEAYIOMEH GEPEMEHHOCTBIO, IPEPBABIICHCS
B | Tpumectpe. Cratucruyeckas o6paboTKa MOMYYEHHOTO MaTEpUala MPOBOAWIACH B Iporpamme Exel
u StatTech v.2.1.0.

Pesynbrarhl. [[0OCTOBEPHO OOMBIIEE YMCIO NALUEHTOK ¢ HOPMAIbHBIM KAPUOTUIIOM ObUIO B 1 rpymme —
72 (98,1 %). JlaHHBIE O CTPYKTYPE NOMMMOPPHU3MOB XPOMOCOM MOKA3A/IH, YTO Y MALMEHTOK II Ipymer n3me-
HEHNA OHOM XPOMOCOMBI BCTPEYAIOTCA ¥ 8,8 % (3 4eoBekd), ABYX XPOMOCOM — y 23,5 % (8). AHanmu3 jau-
HbIX I IpyIIBI HOKA3271 JOCTOBEPHBIE PA3INYHMA B HOATPYIIIAX 110 YACTOTE BCTPEUAEMOCTH OTUMOPPUIMOB
XPOMOCOM: Y IALMEHTOK Il rpymmbl OTMEYEHb M3MEHEHHS TOMBKO B OHOM XPOMOCOME, 4 B IIB — y KaxI0M
IIATON JKCHIIMHBI BBLAB/ICH IOMUMOP(U3M ABYX XPOMOCOM.

BeiBozbl. HecMOTpA HA TO 4TO TEHETUYECKUE TIONOMKU OTHOCATCH K HEYIIPABIAEMBIM (DAKTOpAM U HAIPA-
MYIO BO3ZICHICTBOBATh HA HHUX HE IIPEACTABIACTCA BO3MOXKHBIM, IEPCIEKTUBHBIM ABJIACTCA MOUCK BO3MOXKHBIX
MEXAHHU3MOB, IPUBOJAIINX K HAM.

Kirouesnie c1oBa. HepblHAMMBAHME OEPEMEHHOCTH, IPUBBIYHOE HEBBIHANMBAHUE OEPEMEHHOCTH, MOJU-
MOP(HU3M XPOMOCOM, KAPHOTUITIPOBAHKE, ACPULIAT LITHKA.
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OPUT'MHAINBHBLIE NCCNEOOBAHNA

Objective. To study the features of the karyotype in patients with miscarriage. This article is devoted to the
role of maternal chromosome polymorphisms and their role in the genesis of miscarriage.

Materials and methods. A comparative assessment of the karyotypes in women, whose pregnancy pro-
ceeded without complications and ended in the birth of a healthy child (75 persons, group I), and a group of
patients with NB (135 persons, group II) was carried out. Group Ila consisted of 68 women with the first
pregnancy that ended in spontaneous abortion in the first trimester, group IIb - 67 women with the first and
subsequent pregnancy, interrupted in the first trimester. Statistical processing of the obtained material was
carried out using the Exel program, and StatTech v.2.1.0.

Results. A significantly greater number of patients with normal karyotype was in group I — 72 persons
(98.1 %). Data on the structure of chromosome polymorphisms showed that in patients of group II, changes
in one chromosome are found in 8.8 % (3 people), two chromosomes — in 23.5 % (8 persons). Analysis of the
data of group II showed significant differences in the subgroups in the frequency of chromosome polymor-
phisms, in patients of group Ila changes were noted only in one chromosome, and in Ilc, every fifth patient
had polymorphism of two chromosomes.

Conclusion. Despite the fact that genetic breakdowns are uncontrollable factors and it is not possible to di-
rectly influence them, the search for possible mechanisms leading to them is promising.

Keywords. Miscarriage, recurrent miscarriage, chromosome polymorphism, karyotyping, zinc deficiency.

BBEJEHUE

Hecmorps Ha JOCTWKEHNA NOCIEIHUX JIET
B O0/IACTH JMATHOCTUKUA U NPO(PUIAKTUKA HE-
BbiHAmMBaHUA GepemenHocty  (HB), wacrora
9TON MATOJOIUU COXPAHAETCA HA IIPEKHEM
ypoBHE — 10-15 % OT KIMHUYECKU JUATHOCTH-
pOBaHHBIX 6epeMeHHOCTEN [1]. INCKyTa6EbHBIM
OCTA€TCA BOIIPOC 00 ITUOIOTMYECKON CTPYKTypE
HB. ITo-BuuMOMY, 3TO OOYCIOBIEHO MHOI0O00-
pa3ueM NPUYMH, BEAYIMX K IPEPBIBAHUIO Oe-
pemenHocTy, yacto Hb asisercs cieacrsueM He
O/IHOM, a4 HECKOJbKUX IPUYMH, JCHCTBYIOIIMX
OJJHOBPEMEHHO WU TIOCIEA0BATENBHO. [Ipu 06-
CJIE[IOBAHUM CYIIPYKECKOM Iaphl C JAHHOM I1a-
TOJOTHEN  Tpedyercd  MEeXIUCUUIIMHAPHBIA
NOAXOJ, C Y4ACTUEM BPAUEH PA3INYHbBIX CIIEIU-
ATIbHOCTEN: MEJJUIMHCKOTO TEHETUKA, TEMATOJIO-
Id, 3HJIOKPUHOJIOr, YpOJIOra-aHaposora, Tepa-
neBra 1 p. B 50 % cydaes mocie momoro 06-
CJIEJIOBAHNSA  CYIIPYTOB [IPUYMHBL [IPEPHIBAHUSA
OEPEMEHHOCT  OCTAIOTCA  HEU3BECTHBIMU
(«MMONATUYCCKII BBIKUBIID) [2].

B crpykrypy Hb Brmouaror ciyyau camo-
[POU3BOJIbHBIX BBIKU/BIIICH U HEPA3BUBAIO-
myecss  6epeMeHHOCTH.  OT/ENBHO  BBIEJAIOT
NOHATHE CIPUBBIYHOE HEBBIHANIMBAHUE OEpe-
menHoctw»  (ITHB).  Cormacno — poccuiickum
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KIMHAYECKUM DPEKOMEHALMAM, B HACTOAIIEE
Bpemd [THB amarnocTupylor npu Tpex u 6osnee
CIIOHTAHHBIX IIPEPBIBAHUI OEPEMEHHOCTH B
CpoKe 710 22 Hepienb [3]. MexayHapo/Hble Taij-
nmaruel ESHRE (European society of human
reproduction and embryology, Espomnerickoe
OOLIECTBO PENPOAYKIIUU YETIOBEKA M 3MOPUO-
norun), ASRM  (American  society  for
reproductive medicine, AMepuKaHcKoe o61e-
CTBO PENPOJYKTUBHON MEAUIMHBI) U POCCHUM-
CKME KIMHUYECKUE PEKOMEHAIMN «Bcriomora-
TEJIbHBIE PENPOAYKTUBHBIE TEXHOIOTMU U UCKYC-
CTBCHHA WMHCEMUHALA> OIPEACIAIOT JAHHOE
COCTOAHME KAK [IBA CAMOIIPOU3BOIBHBIX NIPEPHI-
BAHUA OEpeMEHHOCTH U 6onee [2-5]. [Ipeamnona-
raiot, yro I[THb perucrpupyor y 1-3 % cynpysxe-
ckux 1ap [6).

Opnont u3 Beaymux npuyud Hb Ha pan-
HUX CPOKAX IPHUHATO CYUTATH I'€HETUYECKUN
(paxrop. Hb sABngerca MyabTU(PAKTOPUAIBHBIM
OCJIOKHEHHEM OEPEMEHHOCTH: PE3YIbTAT Jei-
CTBUA «(DYHKIIMOHAIBHO OC/TA0NEHHBIX> BAPHU-
AHTOB (AJUIEJIEN) MHOKECTBA I'€HOB Ha (POHE
HEOJIATONPUATHBIX BHEIIHUX U BHYTPEHHUX
(bakTopoB [7]. B Mupe B HacTosAImEee BpeMs u3y-
YE€H AUIENBHBI TOMUMoppusM 6omee 40 reHos,
OTHOCAIUXCA K reHHor ceru Hb. CormacHo
COBPEMEHHBIM TPE/CTaBNEHUAM, IpodneMy Hb
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HEJb34 PEIaTh TOJIBKO BO BpeMsA GEPEMEHHO-
Ccti. [l BBIACHEHMA IPUYUH  BBIKWJIBIIIEH,
4 TAKKE Y11 OLEHKU COCTOSHUS PENPOAYKTUB-
HOM CHCTEMBI CYIPYTOB HEOOXOAMMO KOM-
IVIEKCHOE OOC/IEAOBAHUE (KEHIVH Y MY/KYHMH)
BHE 6epeMeHHOCTH. OCOOYI0 BAKHOCTD NIPUOG-
PETAIOT PAa3PabOTKU HOBBIX AUATHOCTUYECKUX U
NPO(PUIAKTAYECKUX TOJIXOJ0B, HANPABICHHBIX
HA paHHEE, JOCUMIITOMATUYECKOE BBIABICHHE
CYNPYXKECKUX I1ap BBICOKOTO prcka 110 Hb [8].
XPpOMOCOMHBIE CTPYKTYPHBIE IEPECTPON-
KU y POAUTENCH KaK IPUYMHA IPEPHIBAHUI
OEpEMEHHOCTH BBIABIAIOTCA B 1,5 % Ciy4aes, u
IPU DPELUMBE BBIKWJBINA 3TOT IIOKA3ATENb
Boime [9]. V 2-5 % cynpyxeckux map ¢ ITHb
IPY KAPUOTUIIPOBAHUHN BBIABIAIOT CTPYKTYP-
HBIE [IEPECTPOMKM XPOMOCOM, UTO 3HAUUTED-
HO BBIIIIE 110 CPABHEHUIO € OOMIEN MONYJALMEN
(0,3 %) [10]. Yame BCEro BCTPEYAOTCA TPAHC-
JIOKALMY, UHBEPCUU M uHCepuuu [2]. Hampu-
M€, HAMUUE COAMAHCUPOBAHHON TPAHCIOKA-
MU Y OHOI'O U3 POAUTENEHN MOKET IPUBECTH K
BO3HUKHOBEHHUIO HECOATAHCUPOBAHHON TPAHC-
JIOKAIMH Y TUIOAA, U MOCIEAYIONMI (PEHOTHI
34BUCUT OT HAIUYMA CHENU(PUIECKUX Y/IBOE-
HUI WIA OTCYTCTBUSA CETMEHTOB XPOMOCOM.
[Ipy 3TOM y (DEHOTUINYECKU HOPMAJIBHBIX PO-
JUTENEN BO3MOXKHO POXJCHUE JETEH WIn
CHIOHTAHHOE TIPEPBIBAHNE OEPEMEHHOCTH, TPU
3TOM IUIOJ] UIMEET MATONIOTUYECKUE N3MEHECHUA
B BUJIC YIBOCHUA XPOMOCOMBI WM OTCYTCTBUS
YYACTKA B PE3YJIbTATE HOPMAJIBHON CErPEralyu
B TIponecce Meno3a [11]. Yacrora cbanancupo-
BAHHBIX TPAHCIOKALIUN Y JKEHINVH BBIIIE, YEM Y
MYXXUMH. M yaie BCTpeyaercs B CEMbAX C Mep-
TBOPO/ICHUEM B aHAMHE3€ WU Y JIETEN C aHO-
MJIAAMU, POXKICHHBIX KUBBIMHU [12].
MeKIyHAPOAHBIE KIMHUYECKAE PEKOMEH-
JAUUM  ACCOIMALMI  AKYLIEPOB-TUHEKONOIOB
U PENPOAYKTOIONOB 110 BOIPOCAM IIPOBECHUA
TCHETUYECKUX  UCCICAOBAHUN  CYIPYXKECKOMN
napel npu IIHB 3HauuTenpHO PasmmyaroTce.
AMEPHKAHCKOE  OOWIECTBO  PENPOAYKTUBHOM
mequiyHbl (ASRM - American  Society  for
Reproductive Medicine) pekoMeHAyeT Kapuo-

TUNUPOBAHNE CYIPYKECKOH MApBbl, HO HE TeHE-
TUYECKOE TECTUPOBAHUE IUIOAHOTO MATEPUANA
[2]. CormacHO mpoTOKONaM EBpomerckoro 06-
IIECTBA PENPOAYKIIMN YENOBEKA U 3MOPUOIO-
run (ESHRE - European Society of Human
Reproduction and Embryology) He mokazaHo
PYTMHHOE KAPUOTUIIMPOBAHUE U IEHETUYECKOE
UCCIEJIOBAHNE IUIOZHOTO MATEPUIA, 4 TOJBKO
NOCJIE OLECHKU WH/MBUYATBHBIX PUCKOB [4].
[Io fanHbIM  KOpOJIEBCKOTO KOJUIC/UKA AKYIIC-
pos-runexonoros (RCOG — Royal College of
Obstetricians and Gynaecologists), KApHOTHUIHN-
POBAHHUE CYNPYIOB IPOBOAUTCA B CJIyYd€ BBIAB-
JIEHUA HECOUTAHCUPOBAHHON  XPOMOCOMHOI
AHOMAJIUY TUIO/IA, TEHETUYECKOE UCCIE0BAHUE
4060pTyCca MPOBOJAUTCA TIPU TPETHEM U IOCJIE-
AYIOIMX BhIKKZbIIAX [13]. JIpyrue yyeHsie pe-
KOMEH/IYIOT Kapuotunuposanue mapsl ¢ [THB,
W TIPU  BBIABNICHUM TEHETHYCCKUX AHOMATIHI
y OYAIYIIIX POAUTENEN WU Y 3MOPUOHA TOKa-
3aHA KOHCY/IbTAIUA TEHETUKA /IS OLIEHKH TaH-
COB POXJIEHUA 3J0pPOBOTO pebeHKa [14].

Lenv uccnedosanus — U3y4eHne OCOOEH-
HOCTEN KapMOTHUIIA MAIIMEHTOK C HEBBIHAIIMBA-
HHEM OEPEMEHHOCTH.

MATEPHAJIBI 1 METOJBI
HCCIETOBAHNA

[IpoBeEHO LIUTOICHETUYECKOE HUCCTIE0-
BaHKE KPOBU IanueHTOK ¢ Hb, KoTopoe BKIO-
Y0 B CEOA AHANMU3 YHUCIA U MOPQOIornye-
CKOI  CTPYKTYpbl XPOMOCOM  CTAaHJAPTHBIM
[UTOTEHETUYECKUM METOJJOM — KAPUOTUIINPO-
BanueM [13]. i1 KapruOTUIIMPOBAHKA UCIIO/b-
30Ba/IM IIPENApaThl XPOMOCOM, IIONyYEHHbIE
CTAHJAPTHOM  METOAMKON  CTUMY/IMPOBAHUA
MUM(OIUTOB TIEPUMEPUIECKON KPOBHU (PUTO-
TEMAITIIOTUHAHOM C NOCIEAYIOWEN (PUKCALHU-
el KIETOK B crajuu Meraassl U G-OKpa-
muBaHueM. [Ipn MeTahasHOM aHAMU3E YYUTHI-
B HE MeHee 11 MeTa(asHbIX IUIACTUHOK.
Busyammsanuio  mpemapaTtoB  OCYIIECCTBIISINA
MUKPOCKONIUPOBAHUEM IIpY yBenudeHun 1125,
C HCIONb30BAHUEM CHUCTEMB «Bupeo-Tect-
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Kapuo», Bepcus 3.0. 3aKmodeHue 0 KapuoTure
COCTABIM B COOTBETCTBUM C IPABWIAMU
MexayHapoaHON HOMEHKIATYPEL  XPOMOCOM
ISCN - 2005 [11].

Taxxe y pecrnoHieHTOB OLEHUBAIU YDPO-
BEHb IIMHKA (ZN) B IUIA3Me KPOBY HA ABTOMATHU-
3UPOBAHHOM  3NEKTPOXEMIIIOMUHECLIEHTHOM
N260paTOPHOM  KOMILIEKce  «Odnekeuc  2010»
(«Xo¢pmann-JIa Pomr Jta»). COrmacHo peko-
MEHZJALMAM  [IPOU3BOAUTENA,  peepeHCHBIN
YPOBEHD ZN B IUIa3M€ KPOBU cocrasuier 104-
16,4 MKMOJIB/11.

[IpoBeficHa CpaBHUTENbHAA OLEHKA Ka-
PUOTHUIIOB JKEHIINH, GEPEMEHHOCTb KOTOPBIX
NpOTEKana 6€3 OCIOKHEHWI U 3aKOHYMIACH
POXKIEHUEM 3I0POBOTO peOEHKA (75 4YENOBEK,
[rpymna) u manuentok ¢ HB (135 uenosex,
I rpynma), u3 Hux Ila rpymmy coctaBwm 68
KEHIIUH C IIEPBOM OEPEMEHHOCTBIO, 3AKOH-
YUBIIEHCA CAMOIPOM3BOJIBHBIM IPEPHIBAHUEM
B [ Tpumectpe, IIb rpyriny — 67 ¢ IEpBOt U To-
CIEAYIOMmEN  GEPEMEHHOCTDIO, IIPEPBABIIENCA
B I Tpumectpe (ITHDB). Habop marepuana npo-
BeaeH B niepuoy ¢ 2014 no 2020 r. I'pymiist Obl-
JM CONOCTaBUMBI IO BO3pacty (299 + 0,2
u 314 £ 04 coorsercrseHHO B I u II rpymmax).

Crarucrryeckas 06paboTKa MOMYYEHHOTO
MaTepyuaIa NPOBOAWIACH B mporpamme Exel,
aTakKe C nomomplo nporpammsl  StatTech
v.2.1.0 (OO0 «Crarrex», Poccus, 2020. Perucr-
panuoHHOE  ypocTosepenue  denepanbHON
CITyK0BI IO UHTEJUIEKTYAIbHON COOCTBEHHOCTH,
Ne 2020615715 or 29.05.2020). KonmgecTseH-
HbIE [IOKA32TENN OLEHUBAIUCH HA NPEAMET CO-
OTBETCTBUSL HOPMATIBHOMY PACIPEAETIEHUIO C
nomotpio kpurepus lanupo — Yuixka. B cry-
4d€ OTCYTCTBHMA HOPMAIBLHOIO PACHPEEIEHUsA
KOJIMYECTBEHHBIC JJAHHBIE ONUCHIBAIUCH C IIO-
MOLIBIO MEAMAHBI (Me) U HIKHETO U BEPXHETO
kpapruien (Q1-03). IIpu OLeHKe CTaTuCTHYE-
CKOM JJOCTOBEPHOCTH PA3IUYMIA (P) B YCIOBHAX
OTCYTCTBUS ~ HOPMAJIBHOIO  PACHpPEAEICHUA
npuMeHauch U-kpurepurt Manna — Yurau (U)
¥ XU-KBAAPAT (y). PA3/INuuis CUNTAIMCD OCTO-
BEPHBIMU [IPH YPOBHE 3HAUUMOCTH p < 0,05.
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PE3YIBTATBHI U UX OBCYKITEHUE

JloctoBepro — 6ompmee  (x° = 14,908,
p = 0,000049) 9uCI0 MANUEHTOK ¢ HOPMAJILHBIM
Kapuotinom (46, XX) 6puio B I rpymme -
72 (98,1 %). PesynbraTsl aHAIM32 TIOKA3A/IA TIpeE-
00Ia1aHYEe KAPUOTHIIOB C MOMMMOP(HBIMU U3-
MEHEHMAMM XPOMOcoM Bo 11 rpymme (x° = 35472,
p < 0001): I rpymma — 3 naguentsn (2,2 %),
II rpynma — 34 (25,2 %), Te. BepoarHoCTh Hb
y NAIUEHTOK C HOIMMOP(U3MAMU XPOMOCOM
B 8 a3 BBIIIE, YEM Y JKEHIIMH C HOPMAJIbHBIM Ka-
puotuniom (OLI = 8079; 95% [N = 2389-
27,327). Bapuantel nomumopusma o OFHON
U JIBYM XPOMOCOMAM IIPEACTABIEHBI B TAOM. 1.

JlanHble O CTPYKIypEe NOIMMOp(U3Ma Xpo-
MOCOM (Ta0/1. 2) MOKA3BIBAIOT, 4TO BO Il rpyrme
V3MEHEHNA OJHOM XPOMOCOMBI  BCTPEUAIOTCA
y 8,8 % (3 KEHIMHBI), IBYX XPOMOCOM — Y 235 %
(8). Ilpu 3TOM Cpeay AKPOLICHTPUYECKUX XPOMO-
COM IOMMOP(U3M Yare BCrpeyaercd B 14-it ma-
pe (40 %), a mommMop(u3M reTepoXPOMATUHOBBIX
CErMEHTOB — B 1-11 mape XpoMOocoM (52,9 %).

Anann3 1aHHbIX [I IpyIIb I0Ka3a1 JOCTO-
BEPHBIE PA3NMUYMA B HOAIPYNIAX 10 Y4CTOTE
BCTPEYAEMOCTH  NOMMMOP(U3MA  XPOMOCOM
(¢ = 28405, p < 0,001): y marmentok 1la rpyrmst
OTMEYEHBI U3MEHEHNA TOJBKO B OFIHOM XPOMOCOME,
4 B IIB — y KUKION IIATON JKEHIIMHBI BbIBIEH I10-
JMMOP(U3M JIBYX XPOMOCOM. B 06erx moArpyrmax
Cpe/M U3MEHEHUIT B OHOM XPOMOCOME TIpeotia-
Jm omaMopuambl 14-it mapet (666 u 42,1 %
Bolla u IIb moarpynmax COOTBETCIBEHHO). Tarxe
BBIABJICHBI OTIMYKA IO 9aCTOTE MOMMMOP(U3MOB
B T€TEPOXPOMATUHOBBIX ~ CEIMEHTAX ~ XPOMOCOM,
M3MEHEHVA BCTPEYAINCh Y 3HAYUTEILHO GOJIBLIETO
ancma naryeHTok ¢ IIHB ¢ = 8761; p = 0,004).
Crieziyer OTMETHTD, YTO B IAHHOM IPYIIIE BbIABICH
nomMopuaM B 1-i1, 9-11 i 16-i1 mapax XpoMocom,
B TO BpeMst Kak BO [Ia — TorbKo B 1-11 1mape.

[Ipu cpasHEHUU NOIUMOP(PU3MA  AKPO-
[EHTPUYHBIX XPOMOCOM OTMEUYEHO IIpeodia-
JAHME JAHHOTO BapuaHTta y manueHtok Ila
rpynnsl B 22- xpomocome (38,1 %) u 1B -
B 14-11 xpOomocome (42,1 %).
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Tabmuma 1

BapuanTsr nomumopduzma

BapuaxTe! nomuMopdu3Ma OJHON XPOMOCOMBI

BapuanTe! nomumMop@u3Ma AByX XpOMOCOM

YBEIMUEHUE PA3MEPOB CIYTHUKOB 13 XPOMOCOMBL

YBEJIMUEHUE PA3MEPOB CIYTHUKOB 13 1 22 XpOMOCOMBI

YBeIU4EHNE Pa3MEPOB CIYTHUKOB 14 XPOMOCOMBI

YBEJIMYEHUE PA3MEPOB CIYTHUKOB 13 1 21 XpOMOCOMBI

YBen4yeHue pasMeposB CIYTHUKOB 15 XpOMOCOMBL

YBEJIMUEHUE PA3MEPOB CIYTHUKOB 14 1 21 XpOMOCOMBI

YBEJIMYEHUE PA3MEPOB CIYTHUKOB 21 XPOMOCOMBL

YBeJIMYEHUEe Pa3sMEPOB CIYTHUKOB 14 1 22 XpOMOCOMBI

YBEMYEHUE PA3MEPOB CIYTHUKOB 22 XPOMOCOMBL

JIBOVIHBIE CIIYTHUKHU 14 XpOMOCOMBI

YBeIn4YeHue pasMepoB IeTEPOXPOMATUHOBOTO CET-
MEHT4 1 XPOMOCOMBI

YBemueHue pasMepoB reTepoXPOMATUHOBOTO Cer-
MEHT4 9 XPOMOCOMBI

VBeTMYCHHE PA3MEPOB IETEPOXPOMATHHOBOTO CET-
MeHTa 16 XpOMOCOMBbI

Tabmuma 2
KapuoTumsl ¢ BApHAHTAMH HOPMAJIBHOI'O OIUMOpP(H3MA XPOMOCOM, a0C.
[Tormmopusm
[TormMoppusm reTepoXpoMaTu- [Tormmoppusm
AKPOIEHTPUYECKUX XPOMOCOM | HOBBIX CETMEHTOB JIBYX XPOMOCOM
XPOMOCOM
=S I I S (e e
Tokazaresnb tlslelsl sl x|+ |2l |SI5|&2
N N N (@\]
SIS S S| ST 2 € 8 e 8L
AEIEIEIEIEI IR A
LR g |2 | |2 |F|F|E|B |85 |5
O O O O
<t <t <t <
Ipynma [ n=75 0 0 0 0 2 0 0 0 0 0 0 0] 3
Beero, 3 2 3 2 4 3 2 2 3 4 1 3 | 34
n=135
tpymma g sl T [ 1 ] 1] 2 | 1 Tl ool 1 10 11
B, n=067| 2 1 2 0 1 2 2 2 2 3 1 2|23

HecmoTps HA TO 4TO POJIb MOMUMOPPU3IMA
XPOMOCOM ¥ T'€HHBIX MyT:lLIHfI B HACTOAIIECE
BpeMA UMEET JIOCTATOYHO BBICOKMI YpO-
BEHb PA3PA60TAHHOCTH, MUPOBOE HAYYHOE CO-
OOIIECTBO MIPOJOJDKAET U3YUEHUE ITON TEMBI B
ACTIEKTE TIOUCKA BHEIHUX (DAKTOPOB, KOTOPBIE
MOIYT BIMATb HA (POPMUPOBAHUE TEHETUYECKO-
IO aIIapard BHYTPUYTPOOHO. JaHHBIE (DAKTO-
PBl PACCMATPUBAIOTCA KAK YIIPABIAEMBIC, T.E.
IPYU UX HUBEIUPOBAHUY, KAK IIPEATIONATAETCH,

MOXHO MUHHIMHU3UPOBATH BEPOATHOCTH XPOMO-
COMHBIX d0eppauuil. B gacTHOCTH, paccMaTpu-
BAIOTCA TAKUE MEXAHMU3MBI BO3NENCTBUSA, KAK
BJIUAHUE PAJUALINN, BUPYCHBIX MH(PEKIIMOHHbBIX
326071€BAHUIT 1 OCOOEHHOCTU IUTAHUA MATEPU
BO BpeMs OepeMeHHOCTH [15]. 3apyOexHbie
KOJUIETH TIOZYEPKUBAIOT AKTYAJIbHOCTD H3y4e-
HUA PAlMOHA OyAywield MaTepy, TaK KaK 3TOT
(bakTOp HaMbONIEE JOCTYIEH U1 KOPPEKLUH.
Bmecre ¢ 3TUM  JIMUTEPATYPHBIE  [JIAHHBIE
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O BIMAHUM IUTAHUA MATEPU BO BpeMA Oepe-
MEHHOCTH HA T€HETMYECKUI MATEpPHA IUIOAA
BECbMA HEMHOTOUMCJIEHHBL.

[loanepxuBad 31y UICIO, MBI IIPEATIONOXKH-
JI, YTO, BO3MOKHO, CYIIECTBYET B3AMMOCBA3b M€-
Ky AeDUIATOM [MHKA (Zn) y MaTepy U Pas3Bu-
THEM HOJMMOP(U3MOB XPOMOCOM IVIOAA, TAK KAK
B HEKOTOPBIX JINTEPATYPHBIX MCTOYHHMKAX €CTh
VK43aHUA HA CBA3h JieUIuTa Zn ¢ XPOMOCOM-
HbIMU aHOMAIKsIME [16]. Zn SIBISIETCS 3CCEHIM-
ATBHBIM KOMIIOHEHTOM 6osee 200 MeTauonpo-
TeHOB, B ToM uucie JHK-nomimepassr (JHK-
NONUMEPA32-ZN-3aBUCUMBI (DEPMEHT), KOTOPAs
VYACTBYeT B peryminun i pepeHIpOBKY,
IpOMU(EPAMU KIETOK U 0OPA30BAHUU XPOMO-
COMHBIX TPAHCJIOKAIMIL 7N  CTAOWIM3HpYyeT
crpykrypy JHK un PHK; oH Heo6xoamm y1 aKTy-
Bauyy PHK-mommMepas (B JeneHuy KIETOK),
4 TAIOKE YYACTBYET (B COCTABE OEIKOB XPOMATHHA)
B IIPOLECCAX TPAHCKPUNIMKA U PEIUTUKAIINL.
RF. Muller et al. [15] yKa3bIBa1OT, YTO CYIIECTBYIOT
TAK Ha3bIBAEMBIE, JOMEHbI «[IMHKOBBIX NTA/IBLICB> —
JTHK-CBA3BIBAIOIME YUACTKA OEJIKOB, B IOAJIEP-
KAHUU CTPYKTYPbl KOTOPBIX Y44CTBYET MOH I1IMH-
Ka. BepodATHO, HApyIEHUE CTPYKTYPBI TAKOIO JI0-
MEHA MOKET OKA34ThCA IYOUTENIBHBIM JUIA KICTKUL.
Jleprit Zn NPUBOAUT K U3MEHEHUIO CTPYKTYPBI
JHK-no/mamepassl ¥ M3MEHEHWIO KOJNYECTBA
JIAHHOTO (PEPMEHTA, YTO, B CBOIO OYEPE/Ib, BE/IET K
HOABJIEHUI0 XPOMOCOMHBIX aHOMAIWI. JIaHHBINA
BBIBOJI OCHOBBIBAETCA HA JIOKA3AHHOM BIVAHUH
Zn Ha pervmkanyio JHK kotopas ocymecTss-
erca ¢ nomouipio JHK-ronmimepassl, 1 UMEHHO
Zn, SBIAACH AKTMBHBIM LIEHTPOM, OOECTIEUNBAET
B3anmozercrue JHK-nommepasel ¢ Toi mocye-
JIOBATEIBHOCTBIO HYKIEOTHIOB, C KOTOPOI OyieT
NEPENNCHIBATECA  MH(pOpMana. B pesymbrare
obpasytorca ase nenodku JHK, 3akaHdmBaerca
JIEJIEHUE KIIETKU.

[lenplo JAHHOTO MCCIEI0BAHNA HE CTOSIO
U3y4EHNE OCOOEHHOCTEN KAPUOTHIIA a60pTy-
COB, OJHAKO, YYMTBIBAS, 4TO HOIUMOP(U3MBI
MOT'YT HACIEA0BATHCA [13], BBICKA3AHO IIPEATIO-
JIOKEHUE, YTO, BO3MOKHO, AEDULIUT ZN MaTEPH
BO BpEMs OEPEMEHHOCTH OYAET YBEIUYMBATH
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PUCK pEAIM3aLUU OCTOKHEHUN Y IUIOAA IIPU
COBOKYITHOCTHU 3TUX (DAKTOPOB.

[IpoBezieH CpaBHUTENLHBIN AHAIU3 YPOBHA
Zn y TAUMEHTOK C PA3NUYHBIM CTPOECHUEM
XpoMocoM. Memmana yposua Zn B I rpymme
cocrasuia 10,3 MKMOJIb/MJI, IIPY 3TOM Y Mald-
€HTOK C HOPMAJIbHBIM KAPUOTHUIIOM TIOK434TENb
cocrasuwn 10,4 MKMOIb/MJ, 4 Yy NaLUEHTOK
C HAIMYMEM TIOMMMOP(U3MOB BBIABIEH Je(u-
Ut Zn (Me = 6,9 mrmonb/Mi (5,7-9,6). Bo 1I
rpymne: Me = 9,3 mxmonp/Mi (7,1-12,9), npu
NOJIMMOP(U3ME CTPOEHUA XPOMOCOM Me = 83
MEMOJTB/MIT (6,2—11,8), ypOBEHb 3HAYMMOCTH
p < 0,05. Kpome TOro, mojayd4eHsl HHTEPECHbIE
JIAHHBIE TIPU CPABHEHWH IAIUEHTOK C U3MEHE-
HUAMU B OJJHOM U JIBYX XPOMOCOMAX. Me ypoB-
HA ZN TIPY HAIMYUN U3MEHEHUI B O/JHOH XPO-
MocoMe cocrasuiaa 9,0 Mxmonb/Mi (7,9-114),
IBYX XpoMocoMax Me = 7,0 MkMonb/Mi (55—
9,1), yposeHb 3HayuMoctu p < 0,05. [Tomaraem,
YTO NOJMYYEHHBIE JAHHBIE MOIYT IIPECTAB/IATD
HAYYHBIM MHTEPEC U TPEOYIOT JAIBHENIIETO
M3YYEHNA B ACTIEKTE ITOMCKA BO3MOKHBIX MEXa-
HU3MOB BIMAHUA Je(DULUTA NOTPEONEHN Zn
MATEPBI0 B KOMIUIEKCE (DAKTOPOB, YBEIUYHU-
BAIOIIUX BEPOATHOCTb (POPMUPOBAHUA XPOMO-
COMHBIX AaHOMAJIMH IIJIOJA.

AHA/M3 PE3yIbTaTOB KAPUOTUIIMPOBAHUA
TIOKA3J1, UTO Y 24,5 % MALUEHTOK C OXHOKpPAT-
HOW NOTEpEN GEPEMEHHOCTH BCTPEYAIOTCA Ka-
PUOTHUIIBL C NOIUMOPPU3MOM XPOMOCOM, IPH
3TOM y nanuenTok ¢ IIHb ux fons 3Hayurens-
HO BbIIE U cocTaBmsteT 40,1 %. YCTaHOBIECHHBIN
NOIMMOP(U3M HauboIee XAPAKTEPEH 1A AK-
POLIEHTPUYECKUX XPOMOCOM, OTPKAET HAIU-
4ye ¥ BEINYMHY CIYTHHUKOB B OOIACTH KOPOT-
KUX IUIeY XPOMOCOM. B MeTaneHTpUYECKUX
1 CYOMETALIEHTPUYECKUX XPOMOCOMAX HAOIIO-
JA€TCS BAPUAOEIBHOCTD PA3MEPOB IETEPOXPO-
MATUHOBBIX CEIMEHTOB. ¥V manueHToK ¢ ITHDB
JIOCTOBEPHO BBIIE YMCIO HMOIUMOP(PU3MOB,
B TOM 4UCJIE OOJBIIE YUACIO TOTUMOP(UMOB
B JIByX XPOMOCOMAX Y OJIHOTO UH/IVIBU/IyyMA.

Bonpoc BamgHuA NOIMMOpP(dU3MA CTpOe-
HHAS XPOMOCOM OCTA€TCA  JIUCKYTAOETbHBIM,
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PE3YIBTATHl HAIETO UCCIEAOBAHUA CBUECTEDb-
CTBYIOT O BO3MOXHOM BJMAHMU OINHCAHHBIX
U3MEHEHUI XPOMOCOM Ha Te4eHHE OepeMeH-
HOCTU. JIaHHBIA BBIBOJ MOATBEPAKNACTCA YBEIN-
yeHreM ImaHca passurus IIHDB y manmenTox
C IOJIMMOP(U3MOM CTPOEHUA XPOMOCOM B 13,1
(OHI = 13,143; IN 95 % = 7,803-37,430). IToxa-
3areab NNT (4ucio 60/bHBIX, KOTOPBIX HEOO-
XOJIUMO JICUUTD), PABHBIN 4,4, CBUJIETENCTBYET,
YTO y KKAON U3 YETBIPEX XKEHIINH, UMEIOINX
HOMMOP(U3M CTPOEHUA XPOMOCOM, 110 Kpa-
HEW Mepe OfHa OYIET UMEThb TAKOE OCJIOKHE-
nue, kak Hb [17, 18].

BbIBO/IBI

1. Pasmuume vactor nOMMMOP(HU3IMOB
XPOMOCOM IIPY CIIOPAAUYECKOM HEBBIHAIINBA-
Huu ¥ [THB cratucTndecku 3Ha4MMO, O3TOMY
MOXHO T'OBOPHUTb, YTO HATUYKE MOIUMOPPU3-
Ma Bauger Ha vacrory [IHb B momymanun
(BepoarHOCTL ommbku p < 0,05). Pacuer or-
HOIIEHMS IIAHCOB TTOKA3aJI, YTO HAJIMYUE U3Me-
HEHWIT B CTPYKTYPE XPOMOCOM, KOTOPBIE CYU-
TAIOTCA HOPMOH, yBennunBaer puck Hb B 3 paza
(OLI = 3,016; 1N 95 % = 2,044-4,451), a manc
[THD nosbimaercs B 4,4 pasa.

2. BoisiBiieHa CBA3b MEKIY JePUIMTOM Zn
U NOTUMOP(PU3MOM CTPOEHUA XPOMOCOM Ma-
Tepy. Ha OCHOBaHMU pacyeTa OTHOIIEHUA IIaH-
COB IOKA34HO, YTO y MAIUEHTOK C IEDUIIUTOM
Zn WAHC PAa3BUTHA M3MEHEHWI B CTPYKTypE
xpomocoM B 21,1 pasa Bbille, [0 CPABHEHUIO
C KCHIIMHAMM C HOPMAJIBHBIM YPOBHEM Zn.
JlaHHBI (DAKT OOBACHAETCA TEM, UTO ZN BXOJUT
B cocTas (pepmenta JHK-nommepassl, Ipu ero
fepunure Hapymaercs (yHKUMA (epMEHTA
M BO3PACTACT PUCK PA3BUTHA  HAPYIICHUI
B CTPYKTYPE XPOMOCOM.

3. TeHeTn4ecKkue TIOJIOMKUA OTHOCATCA
K HEYIPAB/IAEMBIM (DAKTOPAM U HAPAMYIO BO3-
JIEMCTBOBATh Hd HUX HE IPEJCTABIAETCA BO3-
MOXHBIM, [EPCIEKTUBHBIM ABACTCA IIOUCK
BO3MOXHBIX MEXaHU3MOB, IIPUBOJAIIMX K HUM.
BaXHBIM ACHEKTOM ABIAETCA HAYYHBIA MOMCK

VIIPAaBIAEMBIX TIPUYMH HAPYMEHUIN (DEPTHIIb-
HOCTHU KaK MEPBl COXPAHEHUA PENPOJYKTUBHO-
IO HOTEHLUANA.
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