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LUMTOrEHETUYECKUE UCCNEOQOBAHUSA CYMPYXXECKUX NAP C HAPYLLEHUEM PENPOAYKTUBHOMN
®YHKUUN U OTAMOLLUEHHBIM AKYLULEPCKUM AHAMHE3OM
KomyHanbHoe yupexdeHue «3arnopoxckuli obnacmHol yeHmp peabunumauyuu
penpodykmugsHoOU (hyHKYUU Herloeeka»

Kniwouogi cnosa: nopyuienns penpooykmueHoi yHKyii, XxpomocomMHa namoozis, noaimop@pizm Xxpomocom.
Kniwouessle cnosa: napywenue penpooykmusHol QyHKYUuU, XpOMOCOMHAS NAONI02US, NOTUMOPPDUIM XPOMOCOM.
Key words: failure of reproductive function, chromosomal pathology, chromosome polymorphism.

IIpn npoBeneHHI UTOreHETHYHHUX JOCTIPKeHb 336 noapyxHix nap (672 JroanHK) 3 MOPYLICHHSM PENpoAyKTUBHOI (yHKIIT Ta
OOTSDKEHUM aKyIIepChbKUM aHAMHE30M, OyJI0 BCTAHOBJICHO, IO CEPe MOIPYKHIX Hap 3 MEPBUHHUM O€3ILTiAIIM XpOMOCOMHA IaTOIOTis
BHSIBIISIETHCS YACTIIle, aHDK Y MAIIEHTIB 3 BTOPHHHUM O€3IUTIIASIM Ta 3 BPOLKEHHMH BaJaMH PO3BUTKY IUIOJa B aHaMHe31. Takox
3’sICYyBaJIOCh, 110 BapiabenbHiCTh TeTepOXPOMATHHOBHX CEIMEHTIB XpPOMOCOM, 3HAMICHHUX B YCiX Ipynax 00CTeKEHHX, YacTillle BUIB-
JSETHCSI B 0CI0 3 pepPOIyKTHBHUMH BTpaTaMu.

[Ipu npoBeneHNN IUTOTEHETHIECKUX HccaeNoBaHui 336 cynpykeckux nap (672 deraoBeKka) ¢ HapyIIEHHEM PETPOTYKTUBHOU QyH-
KIHHU U OTATOLICHHBIM aKyIIEPCKUM aHAMHE30M, OBLIO YCTaHOBIICHO, YTO CPEAHU CYNPYKECKUX Map ¢ IMEePBUYHBIM OSCIUIOANEM XPOMO-
COMHasl IIATOJIOTHS BBISBIISCTCS Yallle, YeM Yy ITALMCHTOB C BTOPHYHBIM OCCIUIONHEM U C BPOXKICHHBIMH IIOPOKAMH Pa3BUTHUS IUIOA B
aHamHe3e. Takke yCTaHOBJICHO, YTO BapHabeIbHOCTh reTePOXPOMATHHOBBIX CETMEHTOB XPOMOCOM, OOHAPYKEHHBIX BO BCEX IPYIINax
o0cieyeMBbIX, Yallle BBIABIACTCS Yy JIML C PENPOYKTHBHBIMH IIOTEPSIMH.

In the course of cytogenetic research on 336 married couples (672 patients) with the failure of reproductive function and complicated
obstetric anamnesis it was found out that among the married couples with the primary sterility the chromosomal pathology is revealed
more often than among the patients with the secondary sterility and inborn defects of fetus development in the anamnesis. It was also
found out that the variability of heterochromatin segments of chromosomes, detected in all the groups under study, is revealed more
often among the patients with reproductive losses.

COBpeMeHHBIe BCIIOMOTaTENNbHBIC TEXHOJIOI MU B 00J1a-
CTH MEJIUIIMHBI ITO3BOJISTIOT CYIIPY>KECKHIM IMapaM ¢ bec-
TUTOTMEM NMETh TeHEeTHIECKH COOCTBEHHBIX fieTeil. B cBs3m ¢
STHM aKTyaJbHON IPOOIEMOH SBIETCS H3yUCHHE TeHETHIeC-
KuX (haKTOPOB NPH HAPYIICHUHU PETPOAYKTUBHON (DYHKIIHH.
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Bo3HMKHOBEHHE MATOJIOTMUECKUX COCTOSIHUN PENpOayK-
TUBHOW CHCTEMBI MOXET OBITh 00YCIOBIEHO XPOMOCOMHBI-
MU aHOMAJUAMHU, TCHHBIMU MYTallUAIMHU U HaJIUIUEM
HaCJIeICTBEHHOM MPEeIpacioioXEeHHOCTH K 3aboneBanmto. Bo
n30exaHue MOSIBICHUS TOTOMCTBA C TEHETUYE CKOU MaToi0-
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THell y 3TOH rpynnsl MAIMEHTOB HEOOXOIMMO MPOBEICHHUE
PO MITAKTHYECKUX MEPOIPUSITHIA, KOTOPbIE OOBIYHO pea-
JIM3YIOTCSI 4€PEe3 MEANKO-TeHETHIECKOE KOHCYIBTHPOBAHHE.
CraTucTHYECKHE JaHHbBIE TAKOTO KOHCYIBTHPOBaHMS TOKA3bI-
BAIOT, YTO KaK/Aas 8-s1 CympyskecKas mapa ¢ HapyIIeHHEM
PENpOIYKTHUBHOMN (PyHKI[MH HYXKIAETCSI B IMTOTCHETHIECKO#
nuaraoctuke (Bopcanosa C.I" u m1p.,1998).

B cBs3u ¢ atum, B KY «3anoposxckuii 061acTHOI 1IeHTp
peabummTanny penpoyKTHBHOM (pyHKIHN yenoekay» (KY«-
30LPP®Y»), npoBoaUTCS IMHUPOKUI CIIEKTP MEAUIIMHCKIX
YCIIyT HaceJIeHHWI0 O0JIACTH COINACHO MPOQUIIO JAaHHOTO
YUPEKICHHUS, B TOM YHUCIIE MEITUKO-T€HETUIECKOE KOHCYIIb-
TUPOBAHUE CYINPYKECKHUX IMap C HAPYIIEHHEM PENpoyK-
TUBHOH QyHKINH.

HEJb UCCJIEJOBAHUS — nuTorenernueckoe ooce-
JIOBAaHHE CYNPYKECKHUX Iap ¢ HapyLIEHUEM PerpoayKTHB-
HOM (D)YHKIIMH U OTSTOLICHHBIM aKyIEPCKAM aHAMHE30M Ha
IIPEIMET BBISBJICHUSI XPOMOCOMHBIX abeppanuii U dKCTpe-
MaJIbHBIX BApUAHTOB XPOMOCOM.

MATEPUAJIbI U METOJIbI UCCJIEAOBAHUS

3anepuoz ¢ 2003 o 2007rT. o HapaBJICHUIO Bpaya-reHe-
THKa [10CJIe TeHETUYECKOr0 KOHCYIBTUPOBAHHsI ObLIO POBe-
JIEHO KapHOTHIYECKoe HcclieoBaHue 336 CyNpyKeCKHX rap
(672 yenoBeka) CO CICAYIOIUMHE JHATHO3AMU:

1. ITepBuunoe 6ecroaue (St I) B Teuennn nByx u Oosnee
JIET.

2. Bropmunoe 6ecruionue (St I1) (camorpon3BobHEIE a00p-
THI, 3aMEpIINe OEPEeMEHHOCTH, aH3MOPHOHNH).

3. Bpoxnennsie nopoku passurus (BIIP) n MHOXXecTBEH-
HBIE BPOX/ICHHBIE TOpoku pazsuths (MBIIP) uiona B aHam-
Hese.

[{uToreHeTryecKre UCCIIeI0BaHuUs IPOBOAMINCH Ha TIpe-
napaTax MetagasHbIX XpOMOCOM, ITOJTYYEHHBIX U3 epude-
pUYECKOH KPOBH CTaHAAPTHBIM IOJIYMHKPOMETOAOM C
ucrnosnb3oBaHueM uddepennnansaoro G -MeTo1a OKpar-
BaHMA. AHaIM3 MeTa(a3HbIX TIACTHH MPOBOAMIICS C TIOMO-
b0 KoMibtoTepHoi nporpammel BuneoTect Kapuo3.1,
TIO3BOJISTIONIEH IPOBOIUTH aBTOMAaTHUECKOE KAPHOTHITHPO-
BaHME XPOMOCOM YeJI0BeKa. 3alUCh IIUTOI€HETHUECKOTO aHa-
JIM3a IPOBOAMIIACH CONIACHO «MeXIyHapOIHON CUCTEME IJIs
HOMEHKJIATYyphl B IIUTOT€HETHKE YEJIOBEKa» C UCIOJIb30Ba-
HHUEM OOIIETIPUHATHIX 0003HAYECHUH U COKPAILIEHHUH.

Bospacr o6cnemyeMbIx mammeHToB cocTasisut oT 20 10 42 et

PE3YJIBTATBI 1 UX OBCYK/IEHUE

13 672 obcnenoBaHHbIX Jvll, quarao3 St 1 osuty 132 (19,6%)
naryeHToB, St11 -y 461 (68,5%), BITP 1 MBIIP muiona B anam-
Hese -y 79 (11,8%).

YV 580 (86,3%) manneHTOB H3MEHEHHUH B KApHOTHIIE 0OHAPY-
KEHO He ObUT0. XPOMOCOMHAS ITATOJIOT U ObLIa BBISIBICHA B
22 ciry4asix (3,3% oT 001mero KormaecTBa 00CeT0BaHHbIX JIHIT).

KonmaecTBo BBISIBIICHHOH 1TaTOJIOTHH IPH Pa3IMYHbIX XPO-
MOCOMHBIX CHHJPOMAaX M MX KapUOTHUIIBI IIPEJCTABIICHHI B
mabauye 1.

ITox GecriogueM TOHUMAIOT HECTIOCOOHOCTH Maphl K 3a-
YaTHIO, HECMOTPSI Ha PeryJisipHble He3aIIUIIIEHHBIE IOJIOBbIC
KOHTAaKTHI B Te4eHUH | roza. M3BecTHO, 9TO ecim GepeMeH-
HOCTb HE HACTYIAET y TAKUX I1ap B TEUEHHUE TPEX JIET, TO Be-
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Tabruya 1
XpomocoMHas naronorus Kapvotun Kon-Bo
cnyqae

CvHapom LLepeleBckoro- 45,X 4
TepHepa mos 45,X[20]/46,XX[9] 1

45,X.,del(Xq) 1
CuHgpom KnaiiHthenbstepa 47 XXY 3

mos 47,XXY[12]/46,XY[2]

mos 1
CuvHOp oM Tpucommn X- 47, XXX[20] 1
XPOMOCOMBI mos 47,XX,+del(Xp)[3]/46,XX[47] [1
CuvHgpom noncommn Y- 47,XYY[20] 1
XPOMOCOMbI mos 47,XYY[10]/46,XY[11] 1
Po6epTcoHoBCkMe 45,XX,der(13;14)(ql0ql0) 4
TpaHcroKaLmm
PeuvnporHble TpaHcnokaummn — [46,XY,t(l 6; 18)qterq22) 1

[20] 1
Tpvicommnsi N0 MapKepHOWN 47,XY,+mar(?13)mat [29] 1
XPOMOCOME

POSITHOCTH TOT0, YTO OEPEMEHHOCTh HE HACTYNUT HUKOTAA
0e3 MEAMIIMHCKOTO BMEIIATEIbCTBA, KpaiiHe Bhicoka. [1pu-
omm3urenbHO y 30% GecrutonHbIx nap no gaHHeiM BO3 Oec-
IUIOJTUE CBSI3aHO C MCKJIFOUUTENILHO MYXCKUM (haKTOpoM,
COYECTAHUE MYKCKOTO U )KEHCKOTro (hakTOPOB HAOJFOIaeTCs
emte y 20% mnap. Takum o6pazom, MaTooruyeckue u3MeHe-
HUSI B MY)KCKOH PerpoyKTHBHOM CHCTEME M My»XcKoe Oec-
roaue Haomronaetcst y 50% OecrioaHbIX nap.

ITo naHHBIM HaMIMX UCCIENOBAaHUN U3 22 ClIydaeB XpOMO-
COMHOM NaTOJIOTUHU Y CYIIPY’KECKHX ap C HapyILIEHUEM peTl-
ponyktuBHOM ¢(yHKuuH, 11 BbIsBIeHO Yy keHIMH (50%)
n 11 - y myxuns (50%), 4TO COOTBETCTBYET JINTEPATYPHBIM
JTaHHBIM, TIPUBECHHBIM BBILIIE.

B 3aBUCHMOCTH OT AMarHo3a BHIABICHHAs XPOMOCOMHas
TIaTOJIOTHSl PACTIPEIENINIIACh CIEAYIONMM 00pa3oM: Cpeu
cynpyxkeckux nap ¢ St1 -8 19 ciayqasx (14,4% ), c St1l-B83
(0,65%). Cpenn cynpyskeckux nap ¢ BIIP u MBIIP miona B
aHaMHe3€¢ XpOMOCOMHas I1aTOJIOTHs He 0OHapy KeHa.

YcTaHOBJIEHO, YTO YacTOTa XPOMOCOMHBIX aHOMAaJHH y
CYIPY)KECKHUX Iap C IPUBBIYHBIM HEBBIHALIMBAHHEM KOJICO-
nercs ot 0,6% 10 4,5%. B cembsix ¢ MBIIP mioga xpomocom-
Hble aHOMaiuy BeIABISIOTCA Y 0,63- 0,71%, XpoMocomHbIE
BapuaHTtsl —Yy 13,9 -15,9% ponureneit (I'pevanuna E. 5. u np.,
1998). YactoTa cOamaHCHpOBaHHBIX TPAHCIOKAIUH B TIOMY-
st paBHa 1: 500 (0,2%), a Ipu penpo yKTHBHBIX ITOTEPSIX
-1:30(3-10%). ITo narnsM C. I'. BopcanoBoii 1 coOaBTOpOB
Ipu 00CIIeJ0BaHUN KapUOTHUIIOB 145 )KEHIINH ¢ HEeBBIHAIIN-
BaHHeM OepeMeHHOCTH Y 8,27% Obl1i 0OHapy>KeHbI aHOMa-
JIMM KapUOTHIIA B BUJIE COANaHCUPOBAaHHBIX TPAHCIIOKALNN 1
ITYTUTIKATIAH, TOTAMOP(I3M reTepOXPOMaTHHOBEIX PaiOHOB
B Xxpomocomax 1,9,16, mozaummsm. 91,73% xeHmH He nMe-
JIM HapyLIEHUH KapHOTHUIIA.

[ToMHMO XPOMOCOMHOM ITATOJIOTHH B 00CJIEJOBAHHOM IPyTI-
Te manueHToB Hamu 0110 0OHapyskeHo 70 (10,4%) cygaer
noimMopu3zma XpoMocoM (BapradeTbHOCTh TETePOXpoMa-
THHOBBIX CET'MEHTOB, HUTEH CITyTHUKOB M CITyTHUKOB, a TaK-
’)K€ M3MEHEHUS PacHOJI0XKEHHUS IeTepOXpPOMATHHOBBIX
CerMEHTOB M CIyTHHUKOB). 113 Hux 34(48,6%) — y My>XIuH 1
36(51,4%) — y >KeHIIuH.

Cpenu cynpyKecKHx mnap ¢ OTSITOIEHHBIM aKyIIEPCKUM
aHaMHE30M, T.€. C TIOBTOPHBIMH CIIOHT@HHBIMU abopTamu,
MEPTBOPOXKIEHUAMU U poxzaeHusamu nereit ¢ BIIP, nocto-
BEpHO YaIlle, 9YeM B CEMbIX C HOPMAaJIBHBIM JETOPOKICHU-

Ne 5 (50), 2008 SAMOPOXXCKM MEOVLIMHCKAN YKYPHAN



OpueuHarnbHble uccrnedosaHusi

EIY-]

€M, BCTPEYarOTCS HOCUTEIN XPOMOCOM, B KOTOPBIX HIMEIOTCS
KpynHBIe TeTepoxpomaTuHoBbie Omokn (H. I1.boukoB u
Ip.,1984).

XpOoMOCOMHBIE BapHaHThI 00YCIIOBIEHBI BaprHaOeIbLHOC-
TBIO [ICHTPOMEPHBIX T€TEPOXPOMATHHOBBIX PA{OHOB XpPOMO-
COM, POJIb KOTOPBIX J0 CUX MOp HE BhIsICHEHA. [[omycKaroT,
YTO TeTepOXPOMATHHOBBIE PAHOHBI HEOOXOIUMBI IS MO/~
JIep KaHus CTPYKTYPBl XpOMOCOM U PACIIOJIOKEHUS UX B UH-
TepdazHOM sApE KICTKH, YTO BIAUSCT HA PCaln3allHi0
TeHETHYECKOH MporpaMMbl pa3BUTHs. CTPYKTYpHBIN TETEPOX-
POMATHH BIIUSIET HA pa3nyHble QYHKIINHU KJIETKH, B TOM YHC-
JIe ¥ Ha MEHOTHUYECKHE MPOIIECChI. TeM CaMbIM OH TPUYACTCH

K [IATOJIOT MK PAa3BUTHSI MJIN HA PE3UTOTUYHOM CTa 1M, UK B
SMOpPHOHAIBHOM IepHoJie pa3BuTHs opranm3ma (HazapeH-
ko C. A. u 1p.,1990). ITo qaHHBIM MHOTHX HCCIICIOBAaHUI B
CeMbSIX C CaMOIIPOU3BOJIBHBIMU a0OPTAMH XPOMOCOMHBIE
BapUaHTBI BCTPEUAIOTCS B 5 pa3 yalle, 4eM B MOIMYJIS KM, TTIe
nx gacrora coctanisieT 2% (I'peuanuna E. 4. u np., 2003). B
HaIINX UCCIICIOBAHUAX TIOJTUMOPPHU3M XPOMOCOM Cpeir 00-
caemyembIx ap coctaBui 10,4%, 94To Takke COOTBETCTBYET
HpI/IBeI[eHHOﬁ BBIIIC CTATUCTUKE.

[MonumopdHbIe BapHaHTBI XPOMOCOM, OOHapYKECHHBIC
HaMH y CYNPY)KECKUX IIap ¢  HapyIICHUEM PEINPONYKTHUB-
HOW (YHKITUH, TIPEACTaBICHBI B mabauye 2.

Tabnuya 2
Bug 9h [Yght |Ygh- [inv(9)(p11913) |17ps| 16gh+|ps+;pstk |9gh+,17ps [inv(9),22ps+
Konumyecteo |5 1 6 5 4 13 43 1 2
cnyyvaes
% 75 (1,4 |85 (71 57 (43 614 1,1 2,8

[MarmenTs! ¢ 0OHApYKCHHBIMH BapHaHTaAMH XPOMOCOM
MOCTYIAIH HAa KAPHOTHITMYECKOE NCCIIEJOBAHNE CO CIIETYIO-
IIUMU THarHO3aMH:

1. 9gh+ : HeBEIHaMIMBaHME OepeMeHHOCTH, St [, aHIMOpH-
onws, BIIP mmona B anamuese.

2. Yqh+: anamMOpuoHHS.

3. Yqh- : HeBpiHammBanue 6epemennoctu, BIIP miona B
aHamHese, St [, asoociepmus.

4.1inv(9)(p11q13): St1, oTsAromeHHbII aKyIIepCcKuii aHAM-
He3 (OAA), omrroacteHocniepmus 111 crenenn. B oHoM ciry-
qae, Ipu 00CIIeIOBAHNY CYTIPYXKECKOH Maphbl C aHTEHATATLHON
ru0enpio IIoIa B aHaMHe3e, Y 000UX CYTIpyTroB 0OHapyKeH
KapHOTHII C HHBEPTUPOBAHHOM 9-011 XpOMOCOMOIi U yBeNu-
YEHHBIMHU CITyTHUKaMH Ha KOPOTKHX IUIedax XpoMocoMm 22 (y
JKeHIMHBI) U 14 (y My>xunHbl). KapHoTHITEI TaHHOM CyTIpy-

46,XY,inv(9)(p11q13),14ps+.

5. 17ps : 3ameprras 6epemMeHHOCTD y cymnpyrH, St [, OAA.

6. 16gh+ : aHoMOpHOHUS, HEBBIHAIITUBAHUE OepeMEHHOC-
™, OAA.

7. pst ; pstk : MBIIP monia B anaMHe3e, CaMOIPON3BOJIb-
HbIe a00PTHI, aHAMOpHOHMS, St [, 3aMepias 6epeMeHHOCTb,
poxaeHue pebenka ¢ cunapomom JlayHa.

8. 9gh+,17ps : HeBbIHAIMBaHNUE OEPEMEHHOCTH.

Cpenu o0cneyeMbIX JII BBISIBJICHHBIE XPOMOCOMHBIC Ba-
PHAHTBI B 3aBUCHMOCTH OT JAMArHo3a pacipeeNnInuCh clie-
JyIOIIMM 00pa3oM: cynpyskeckue mapsl ¢ St I -12 ciyqaes
(9% ot ob11ero kosMUecTBa 00cIen0BaHHbIX ), St 1T -45 (9,8%),
BIIP u MBIIP mona B anamuese — 13 (16,4%).  O6006111eH-
HbIE JaHHBIE O O0CJIETOBAaHHBIM CYNPYKECKUM IMapaM C
KOJINUECTBOM BBISIBICHHOM XpOMOCOMHOﬁ IIaTOJIOTHUH U I10-

xkeckoit mapel:  46,XX,inv(9)(pl1ql13),22ps+ u auMopdu3Ma XpoMOCOM, MpeCcTaBiIeHbl B mabauye 3.
Tabauya 3
[unarHos Konuyectso % XpomocomHast | % Mormmopdmam | %
06Cﬂe,D,OBaHHbIX naTosiornga XPOMOCOM

St 132 196 19 144 12 9
Stil 461 68,6 3 0,65 45 9,8
BIP u 79 118 - - 13 16,4
MBIP
moaa B
aHaMHE3e
BCEro 672 100 22 33 70 10,4

BBIBO/IbI THH), YeM Y JIUII C PEIPOAYKTHBHBIMY IIOTEPSIMU B aHAMHE3€

TakuMm 00pa3om, 10 pe3ybTaTaM HaIUX UCCIIeIOBaHUN
MOJKHO CHENATh CIEIYIOLINE BBIBOBI:

1. Cpenu cynpy>kecKux nap ¢ HapylUIeHUEM PepOTyKTUB-
HOMU (DYHKIMH TIPOLEHT BBISBICHHUS XPOMOCOMHOH T1aTOJIO-
THH BBILIE CPE/IM MTAIIMEHTOB C IIEPBUYHBIM OecrutoaueM (19
ciry4aes -86,4% ot obmiero 4nciia 00HapyXEHHOH 1aToJI0-
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(3 cirygas - 13,6%).

2. XpoMOCOMHBIH momuMophu3m, 00HAPYKEHHBIN BO BCEX
rpymmax O6CJ'IC)IOBaHHBIX TIAIIMCHTOB, Yalll€ BbIABIIACTCA y JIUIT
CO BTOPUYHBIM Oectiiorem (45 cirydaes - 64,3% ot obmiero
qricaa OOHapyKEHHBIX BAPHAHTOB XPOMOCOM). Y JIHII C TIep-
BUYHBIM OectutonueM v BIIP mutona B anamMHe3e 9TH Mokasza-
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tenm Opur 12 (17,1%) 1 13 (18,6%) cOOTBETCTBEHHO.

3. BrIsBiIeHHE DKCTPEMAIBHBIX BApHAHTOB XPOMOCOM Y
CYTIPY’KECKHX TIap C PENPOIYKTUBHBIMHU ITOTEPSIMH B 5 pa3
garre, 4eM B ITOIYJISIIIHH, TI03BOJIIET MPEATIONOKUTE OIIpee-
JICHHYIO POJIb 3TUX YIAaCTKOB B THOJIOTHH PEIPOTyKTUBHBIX
OTEPb.

4. Heobxoaumo nanbHElIIee N3y4eHne POIH TeTepOXPo-
MAaTHHOBBIX YYaCTKOB XpPOMOCOM ITPpU PEIPOTYKTHUBHBIX I10-
TEPAX C UCITOJIB30BaAHUEM MOJICKYJIAPHO-IIUTOTCHETHYCCKUX

METOJIOB.
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