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ACYMMETPUYHas NHAKTMBALMSA X-XPOMOCOMbI XapaKTepHa Kak AN XeHLMH C MPUBbIYHbIM HEBbIHALIVIBAHWEM, TaK U A/1A CMOHTaH-
HbIX aBOPTYCOB C KapnoTMmnom 46,XX, a CMeLLeHre MHAKTVBALUN Y CMOHTAHHOIo abopTyca Yalle CBA3aHO C HannyeM aCMMeTPUY-

HoM NHaAKTMBaUuumn 'y matepwu.
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Skewed inactivation of the X chromosome is characteristic for women with recurrent pregnancy loss and spontaneous abortions
with a karyotype 46,XX. Skewed X-inactivation in spontaneous abortion is more often associated with the asymmetric inactiva-

tion in the mother.
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BBepgeHue

apyleHue HOpMaJIbHOTO SMUTeHETUYECKOTO CTa-

Tyca X-XpOMOCOMBI, MPOSIBJISIIONIEECS] KaK aCUM-

MeTpUYHasi MHaAKTUBalUs X-xpoMocombl (XCI),
4acTo ObIBAET CBSI3aHO C MPOSIBJCHUEM Pa3IUYHbBIX M1aTO-
JIOTUYECKUX COCTOSTHUI y YeloBeKa, B TOM YUCJIe U C He-
BbIHallIMBaHueM 6epemeHHoCTH [1]. JIo cux mop nojyue-
Hbl OTPAaHUYEHHbIE TAHHbIE O MPUYMHAX STOTO SIBJICHMSI.
MbI poBeIM KOMIUIEKCHBIN aHAJIU3 XapaKTepa MHAKTU-
BalMK X-XPOMOCOMBI Y XKEHIIMH C HEBbIHAIIIMBAHUEM Oe-
PEMEHHOCTU U Y CIOHTAHHBIX a00OPTYCOB C KapUOTUIIOM
46,XX 1 NOMBITATUCH BbIICHUTh MPUIUHBI (POPMUPOBa-
Hus ceMeiiHoi acummetpuuHoit XCI.

MaTepmanbl n metoabl

HMuaxkTtuBanus X-XpoMOoCOMBI OblIa MpOaHaJIU3U-
poBaHa y 313 XXeHIIMH ¢ HeBbIHAIIIMBAHUEM OEpEeMEH-
HocTH, Y 135 XeHluH 6e3 npobiieM ¢ penpoOaYKIIUEN,
y 95 cnoHTaHHbIX abopTycoB (CA) I TpumecTtpa bepe-
MEHHOCTH U 64 MHIyIMPOBaHHBIX adbopTycoB (MA) Toro
K€ CpOKa OT JKEHIIWH, He TIOXeIaBIIMX COXPAHUTh HOP-
MaJIbHO MTPOTEKAaBIIYIO OepeMEHHOCTb. AHAIU3 XapakTepa
MHAKTUBAIUKA X-XPOMOCOMBI OBLJT IIPOBEIEH C TIOMOIIIbIO
KJIaCCUYECKOT0 MEeTOla, OCHOBAHHOTO Ha aMIUTM(bUKAIIUU
dparmeHnTa 3k30Ha | reHa peuenrtopa annporeHa AR [2]
C MCTOJIb30BAaHUEM METUJI-UYYBCTBUTEIBHOU KOJTMYECTBEH-
Hoii [THP. Crenenp X-mHakTUBaIMM >80% MpUHUMAIach
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KPATKWE COOBLLEHNA

KakK acCUMMeTpUYHast MHaKTUBaLus, a >»90% Kak sKcTpe-
MaJIbHOE CMellleHre MHaKTuBauu. CpaBHUTEIbHAs Ma-
TpuuHas reHomHas ruopunusauust (aCGH) npoBoauiach
Ha Mukpouunax SurePrint G3 Human CGH array 4% 180K
(Agilent Technologies, CIIIA).

Pesynbrathbl

B rpymiie XXeHIIMH ¢ HeBbIHAIIIMBAaHUEM OepeMEeHHO-
ctu yactota acumMmeTpuyHoit XCI Obuta CTaTUCTUYECKU
3HAYMMO BBIIIIE, YEM Y KEHILIUH 0e3 MpobJieM C pernpo-
AyKLpei. DTH TS Habmoaaauchk, Kak mpu XCI>80%
(18,5% un 5,9%, Tounslit kpurepuit @uiiepa, p<0,01),
TaK M B cIydae 3KcTpeMajbHoro cmemenus >90% (6,7%
n 2,2%, Tounsrii kputepuit @umepa, p=0,019). Yacro-
ta acumMeTpuuHoit XCI y xenmun ¢ [THB cocraBu-
na 23,6% (37 u3 157) u Oblj1a CTATUCTUYECKU 3HAYMMO
BBILLIE, YeM Y XXEHIIMH ¢ eAMHCTBEHHOM nmoTepeit oepe-
MeHHocTH B aHamHe3se (12,8%, Tounblit Kputepuit Ou-
mepa, p=0,01). MbI cpaBHUIM yacToTy CA y XEHIIUH
¢ paBHOBeposiTHOU 1 acumMmeTpuyHoit XCI. Okazanocs,
YTO y XKeHIIUH ¢ acumMeTpruyHoil XCI 3TOT rmokasaTenb
3HauyMMo BhIlIe (87%), 4eM y XXKEeHIIMH ¢ paBHOBEPOSIT-
Holi nHakTuBamenr — 78% (TouHbIil Kputepuit @uinepa,
p=0,049). KpoMe TOro, COOTHOIIEHE TTOJIOB Y XEHILINH
¢ Hb u acummMetpuuHoit XCI ObU10 CABUHYTO B CTOPOHY
rubdeau >MOPUOHOB MYXKCKOTO 1moJjia U coctaBuio 1,25,
a 'y xxeHuuH ¢ Hb u paBHoBepositHoit XCI — 0,8, onHako
ATU OTJIMYMS HE OBITM CTATUCTUIECKU 3HAUYMMBI (TOYHBIN
kputepuii @umepa, p=0,27).

J11s1 TOrO YTOOBI MPOBECTU CEMEIMHBIN aHAIU3 XapaK-
tepa XCI, Mbl MCClIENOBAIM MHAKTUBALIMIO X-XPOMOCOMBI
BO BHe3apoabiieBoii Me3onepme CA ¢ kapuotumom 46,XX
u B rpymie koHtpons y MA 1 Tpumectpa 6epeMeHHOCTH.
Yacrora cMelleH!sI THAaKTUBAILMK X-XPOMOCOMEI B TPYIITIE
CA c xapuotnriom 46,XX cocraBuna 14,7% (14 u3 95), Tor-
na kak y A He ObLJ10 BBISIBJIEHO HY OJTHOTO CJIy4Jasi aCuM-
MeTpuyHOli X-nHaKTUBauuu. [IposiBieHue JeTaabHOI
X-CUEIUIEHHOI MyTallMK B Cilydyae Iepeaavyu ee OT XKeH-
IIUHBI K 9MOPUOHY XXEHCKOTO Iojia OyIeT pa3andaThes

B 3aBUCUMOCTHU OT CTEIIEHU MHAKTUBALIUN X-XPOMOCOMBI,
Hecylel 3Ty myTtaiuio. [Toatomy najgee Mbl poaHAIM3K-
pOBaJI XapaKTep MHAKTUBAIIMN X-XPOMOCOMBI B 46 Imapax
«KEeHIIMHA-CIIOHTaHHbII abopTyc». OKa3anoch, 4YToO B CIIy-
Yasix paBHOBEPOSITHOM X-MHAKTUBALUM Y >KeHIIWH (33 ma-
pbI), TOJBKO OAWH abopTyc umen acummerpudHyro XCI,
a B 97% citydaeB y SMOpHMOHA, TaK K€ KaK M Y KEHIIUHBI,
HaOmonanachk paBHoBeposiTHasgs XCI. Ho eciau xeHimHa
nmena acummerpuanyo XCI (>280%), acumMeTpuaHast
WMHaKTUBaLWs y abopTtyca Oblia otmeuyeHa 'y 38% (5 us 13).
Paznuumst Mexmy nByMsi TpyIIIIaMu ObUTH CTaTUCTUIECKU
3HAYMMBI (TOYHBIN Kputepuit @uiepa, p=0,01).

Taxk kak ogHOI M3 BO3MOXHBIX IPUUUH (DOPMUPO-
BaHus acummeTpuaHoit XCI y XXeHIIUHBI U ee SMOpHOHa
>KEHCKOTO M0Jia MOTYT OBITh CTPYKTYPHbIE MUKPOIIEpPE-
CTPOIKHU X-XpOMOCOMBI, MBI ITPOBEJIM MOJIEKYJISIPHOE Ka-
PUOTUITMPOBAHWE YETHIPEX KECHIIMH U3 IISITH Iap «KeHIIH-
Ha-CITOHTaHHBI a00PTYyC», y KOTOPBIX ObLIa OOHapyKeHa
acuMmmMeTtpuyHasi XCI. OnHako HU B OTHOM cily4yae He ObLIo
BBISIBJIEHO MaTtoreHeTnyecku 3HauuMbIXx CNV. BoaMoxHO,
YTO MPUYMHON (POPMUPOBAHUST CEMEMHBIX CTy4aeB aCUM-
MetpuuHoii XCI aBstioTcst 1160 X-clerieHHbIe MyTalku,
qu6o mytauuu B reHax XIST u XACT. Takum oO6pa3oM,
MOKAa3aHo, YTO Y KEHIIIMH C HEBbIHAIIIMBAHUEM OepeMeH-
Hoctu U 'y CA XeHCKOro rnosjia HabJI101aeTCsl MOBBILLIEH-
Has yactoTta acummeTpuuHoii XCI, HapacTamolas ¢ yBe-
JINYEHUEM CTEeTICHU TSKECTU PENPOAYKTUBHOTO aHaMHe-
3a. AcumMeTtpuuHast XCI y CA yalie cBsg3aHa ¢ HaJluuueMm
ACUMMETPUYHON MHAKTUBAILIMYU y MaTepu. BhIsSIBIEHHBIE
HaMHu ciiydyan acuMMeTpudHoit XCI sBsioTcst oObeKTaMu
IS TIATEIbHOTO MOJIEKYISIPHO-TEHETUYECKOTO aHATN3a.
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