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[nAa ycTaHoBNeHWA ypoBHA TKaHecneLdUYHOro roHOCOMHOIo MO3aunLy3ma Y 300POBbIX XKEHLUMH PenpoayKTUBHOrO BO3pacTta Npo-
BeAEHO MOJNIEKYNAPHO-LIMTOreHeTMYeCKOe NCCIejoBaHMe KyNbTUBPOBaHHbIX NMMPoLTOB Neprdepryeckoin BeHo3Hou Kposu (KJT),
HeKynbTUBMPOBaHHbIX TMMdOLMTOB Nepudepryeckoin BeHosHol Kposu (HKJT) n kneTok 6ykkanbHoro anutenua (53). YctaHoBneHo,
uto B KJ1 NnprcyTcTBYeT H3KOYPOBHEBBI FOHOCOMHbIV MO3aMLIM3M C TEHAEHLME K MOBbILLEHNIO YaCTOTbl KNEeTOK C X-aHeynnounauei
C yBenMyeHreM Bo3pacTa »KeHLWyHbl. CpeiHAA YacToTa KNeToK C MOHOCOMUEN 1 TpUCoMMeEl No X XPOMOCOMe COCTaBAeT COOTBET-
ctBeHHO 1,83% 1 0,66% B rpynne xeHLwwuH B Bo3pacTte 20-29 neT; 2,23% 1 0,86% — B Bo3pacTte 30-39 net 1 5,88% 1 1,95% — B BO3-
pacTe 40-49 net. CpeHAA YacToTa aHeynIoOMAHbIX KneTok B HKJ1 cTaTucTMyeckn 3HaunMmo He oTanyanach ot Takoeow B KJ1. B b2
CpeAHAA YacToTa Mo3anyHow X-aHeynnovany BO BCeX BO3PaCTHbIX rpynnax coctasnsaet 4,01%. Takum ob6pa3om, Hamu onpefenéx
YypOBEHb FOHOCOMHOTO Mo3aunLm3ama B numdouutax 1 63 3050poBbIx GepTUbHBIX XEHLUH 1 pa3paboTaH NpoToKon obcnefoBaHNA
naumeHToB Npu 0OHapy>KeHUM HN3KOYPOBHEBOIO MO3aL3ma no Xpomocome X.
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The aim of study was to evaluate X-chromosome mosaicism in health fertile women from different age groups. We found physiological
low-level gonosomal mosaicism in peripheral blood lymphocytes with a clear trend in increased proportion of X-aneuploidic cells
associated with the increasing age to 1.83%, 2.23% and 5.88% for 20—29, 30—39 and 40—49 years, respectively. The buccal smear
also exhibited physiological pattern of a low-level X-chromosome mosaicism, however, the level of gonosomal mosaicism with
no statistically significant difference between groups, average level was 4.01%. The obtained data allow to developed diagnostic
protocol of low-level X-chromosome mosaicism in fertile women.
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OPUT'MHAJIbHBIE UCCZIEAOBAHUA

BeBepeHune

WHIyCTPUAIBHO pa3BUTHIX cTpaHax 15—20% cy-

MPYXXECKUX Map UMEIOT penpoayKTUBHbIE TTPO-

O71eMbl, TakKMe KaK OecIuionue UKW MPUBBIYHOE
HeBbIHAIIMBaHUE 6EPEMEHHOCTH, TOITOMY UCCIeIOBaHUE
STUOJIOTUM TaKUX COCTOSIHMI KpaitHe BaxkHO [1]. OgHoi
13 BOBMOKHBIX TPUYUH PENPOAYKTUBHBIX TPOOJIEM SIBJISI-
I0TCSI XPOMOCOMHbBIE aHOMAJIUU Yy OJHOTO U3 CYNPYTroB, Ha-
npumep, coaaHCUPOBAHHBIE CTPYKTYPHbIE XPOMOCOMHBIE
MnepecTporKU UM TOHOCOMHBIN Mo3auuuaM [2, 3, 4]. Xpo-
MOCOMHBI ayTOCOMHBIN MO3auIIM3M, KaK MPaBuio, Co-
MPSIKEH ¢ aHOMaJIbHBIM (DeHOTUITIOM [5, 6], B TO BpeMsl Kak
MO3auLIM3M IO XpoMOcoMe X MOXKET BbISIBISITHCSI HE TOJIb-
KO y TAlIMEHTOB C BPOXXACHHBIMU aHOMAJIUSIMU Pa3BUTHS,
HO U y 3I0POBBIX UHIAUBUAYYMOB. YCTaHOBJIEHO, YTO IO-
HOCOMHBII MO3aUII13M, TPYU KOTOPOM aHOMAJIbHbII KJIIOH
¢ X-aHeyriouauei coctapisieT MeHee 10%, MOXeT BCTpe-
yaTbes Y (DEHOTUNMUYECK HOPMAJIbHBIX XKEHIIWH, MPU
3TOM JI0JIs1 MO3aUYHOTO KJIOHA YBEJIMYMBAETCS C BO3pac-
ToM [7, 8].

BoisBieHue, uaeHTUGUKAIMS U UHTEPIIPETaLIUs MO-
3aMYHOTO KapuOTUIIA, B YACTHOCTU, MO3aulIM3Ma 10 To-
JIOBBIM XpOMOCOMAaM — OJIHa U3 MpobJieM TUarHOCTUKU
XPOMOCOMHBIX aHOMauii [1]. B K1MHUYecKol mpakThuke
Haubosiee pacIpoCTpaHEeH HUTOTEHETUYECKUI aHaIU3 TIpe-
MapaToB U3 KyJbTUBUPOBAHHBIX TUM@o1uToB (KJI) nmepu-
(hbepuyeckoit KpoBU, MOAPA3yMEBAIOIINIA OLIEHKY XPOMO-
COMHOTO CcTaTyca nalyeHTa myTéM aHaau3a OrpaHUYeHHO-
ro KoJuyecTBa MeTadasHbIX MIacTUHOK. COOTHOIlIEHNE
KJIOHOB KJIETOK C HOPMaJbHBIM U aHOMAaJIbHbIM KapUOTH -
TIOM MOXET ObITh Pa3JIMYHBIM, TOATOMY AUATHOCTUKA MO-
3aulM3Ma NPy CTaHAAPTHOM LIUTOTEHETUYECKOM HCClie-
noBaHuu npenapatoB KJI nepudepryeckoii KpoBu 3aTpyi-
HUTEJIbHA, OCOOEHHO €CIM YacTOTa KJIETOK C aHeyIlIo-
nnneit MmeHee 10%, T.e. MO3aWILIN3M SIBJISIETCS HU3KOYPOB-
HeBbIM [1, 7]. LIUTOreHETMKM 4acTO CTAJIKUBAIOTCS C IIPO-
0JIeMOi1 MHTepIpeTallMy Pe3ybTaTOB aHAIU3a IpU OOHa-
DPY>XEHUM OIHOI WM HECKOJbKUX MeTa(a3HbIX MIacTH-
HOK C aHOMaJIbHBIM KOJIMYECTBOM ITOJIOBBIX XPOMOCOM Y
(beHOTUMMYECKN HOPMAJIbHBIX XEHILIWH, KOTOPBIM IIUTO-
reHeTUYeCcKoe o0cie0BaHKe TPOBOIUTCS IO MOBOLY bec-
TUIOAMS WIW TIPUBBIYHOTO HEBbIHALIMBAaHUSI OepeMEHHO-
ctu. He Bcerma MoXXHO ompenenuThb, SIBJsSEeTCs 11 OOHapy-
KEHHBI MO3aMlIM3M KIMHUYECKU 3HAYUMBIM, WU
(buzronornueckruM, CBI3aHHBIM C BO3PACTOM KEHILIWHBI.

B nocnenHee BpeMsi B KIIMHUYECKOM LIUTOTEHETUKE 11K -
pOKOe pacnpocTpaHEeHUe MOTYYWIN MOJEKYISIPHO-LIUTO-
TeHETUYECKHNE METOMIbI, B YACTHOCTU, (PIyOopecleHTHas in
situ ruopunuzauus (FISH). B ominuue ot cranaapTHOro
HuToreHeTuueckoro uccieaoBanusi, FISH nospossier npo-
aHaJIM3UpoBaTh ropaszno dosbliiee Konudectso (1000 u 60-

Jiee) KJIETOK TIpY 3HAUYMUTEeTbHOM COKpAIlleHUY BpEMEHM 1C-
cienoBanusi. KpoMe Toro, aTOT METO MO3BOJISIET TIPOBO-
JIUTh aHAJT3 HE TOJIbKO MeTa(a3HbIX TUIACTUHOK, B KOTOPHIX
BO3MOXKHa apTedakTHasl TTOTepsi XpOMOCOM, HO M MHTEP-
(basHBIX smep, YTO MO3BOJISIET UCCIIENOBATh TIperapaThl U3
HEKYJIbTUBUPOBAHHBIX KJIETOK Pa3IMYHbIX TKaHel [6].

B craTthe npencraBieHbl pe3yabTaThl OLICHKU YPOBHSI
BO3PaCT-3aBUCHMOTO, TKAaHECTTEIIMMDUIHOTO, MO3AUTIN3-
Ma 110 X XpoMocoMe B JIMMoInTax neprudepudeckoii Kpo-
BM U KJIETKaX OyKKaJIbHOTO SMUTENNS Y (PEHOTUITNIESCKHI
HOPMaJIbHBIX KEHIITUH PENPOIYKTUBHOTO BO3pacTa 1 Mpo-
TOKOJI O0CJIeIOBaHMSI IMALIMEHTOB MIPX OOHAPYKEHWU HU3-
KOYPOBHEBO1 X-aHEYIJIOUINH.

Martepuanbi n meTogbl

C 11eJ1bI0 OTpenesIcHUsI YPOBHS BO3pacT-3aBUCHMOTO,
TKaHEeCTIeM(MUYHOTO MO3anIIM3Ma IO XpoMocoMme X MoJie-
KYJISIPHO-IIUTOTeHETUUECKOE MCCAeI0BAaHNE TPOBEIACHO
66 >KeHILHAM PepOayKTUBHOIO Bo3pacTa (20—49 niet) 6e3
(peHOTUTINUECKNX aHOMAINIA, UMEIOIIUM 3I0POBBIX JIETEH.
Matepuanom 1151 Mccie10BaHUS SIBISIMCH 00pa31ibl KJIETOK
oykkanapHoro sritenus (bD) n nepudeprdeckoii BEHO3HOM
KpoBH OT 34 1 32 310pOBBIX JKEHIIIUH COOTBETCTBEHHO. 3
KaxXkmoro oopasiia rnmepudepryeckoil KpoBM TOTOBUJIN TIpe-
napatel KJI 1 HekyapTuBpoBaHHBIX TuMborToB (HKIT).

OT Bcex MalMeHTOB MOJy4eHO MH(GOPMUPOBAHHOE CO-
IJIacue Ha y9acTUe B MCCIICIOBaHUM.

Ipemnaparsr KJI, HKJI u kinetok B3 rotosuinu B coot-
BETCTBUU CO CTAHAAPTHBIMU ITpoToKoaaMu [9, 10].

FISH npoBomwmm ¢ JIHK-30H1aM1M Ha TPUILIEHTPO-
MepHBbIe paitoHbl XxpomocoMm X (pl1.1-ql11.1, DXZ1) u 18
(pll.1-ql1.1, D18Z1) (Kreatech, Hunepnanmpr).

JenaTtypauuio ¥ ruOpUIN3a1IMIO BHIIOIHSIIN C UCTIONb-
30BaHMEM TMOpUIU3alIMOHHOM crucTeMbl « ThermoBrite»
(StatSpin, CIIIA) coriacHO IMpOTOKOIaM (PUPMBI-IIPOU3-
BOIMTEIISI. AHAJIN3 OCYIIIECTBIISUIM Ha SITM(MIyOPECIICHTHOM
MuKpockorne «Axiolmager M.1» (Carl Zeiss, 'epmanust) ¢
COOTBETCTBYIOLIM HaOOPOM CBETOMIIIBTPOB 1 UCIIOJIB30-
BaHWEM KOMIbIOTEPHOI MporpaMMbl 00pabOTKU LU(ppPo-
BBIX U300pakeHmit «Isis» (MetaSystems, 'epmanHus).

B xaxxmom ciydae aHam3upoBaiy He MeHee 150 nHTep-
(aznbIx smep. Beero 6b010 mpoaHan3upoBaHo 13 483 uH-
Tepda3HBIX Sapa.

IlonydyeHHble faHHBIE 00OpabaTbiBaIu B MporpaMme
STATISTICA 6.1.478 (StatSoft, CIIIA), u Excel u3 nakera
nporpamm Microsoft Office 2007 (Microsoft Corp., CILIA).

Pesynbrathbl

B 3aBucumocTu ot Bo3pacta c)opMHUPOBAHBI TPU
rpynibl XXeHuyH: 1 rpynmna — 20—29 net (n=22), 2 rpyn-

36



MEOVNUNHCKAA TEHETUKA. 2019. N°2

na — 30—39 net (n=25), 3 rpynmna — 40—49 netr (n=19).
Pe3yibraThl aHaiM3a TOHOCOMHOTO MO3aulIM3Ma, BbISIB-
JieHHoro npu npoBeaeHun FISH-uccienoBanus B pena-
patax KJI u HKJI B pa3nuyHbIX BO3pacTHBIX IPyTIIax KeH-
[IWH MPeICTaBIeHbI B Ta0. 1.

CpeHee KOJIMYECTBO KIETOK ¢ MOHOCOMMEH 10 XpO-
MocoMe X CTaTUCTUIECKM 3HAUMMO Pa3Indaioch MEXIy
Bo3pacTHbIMU rpynnamu Kak B KJI, tak u B HKJI
(p=0,0042 u p=0,0001 cooTBeTcTBeHHO). Tak, B KJI noas
KJIETOK ¢ MOHOcomueit X coctaBuna 1,83% y xxenmmH 20—
29 net, 2,23% y xenumH 30—39 ner u 5,43% y KeHIIUH
40—49 net. B HKJI ypoBeHb MOHOCOMUHU TTO XPOMOCOME
X cocraBun 1,83% B rpyrme xenmuH 20—29 ner, 2,23% y
xeH1mH 30-39 ner u 5,88% y xenH 40—49 set. Y keH-
yH B Bo3pacte 40—49 et 107151 KJIeTOK ¢ X-MOHOCOMUENH
kak B KJI, Tak 1 B HKJI mouTu B 3 pa3a npeBblllaia ypo-
BeHb MOHOcoMUU X Y XXeHIIMH 20—29 serT.

Kpowme toro, B KJI u B HKJI o6Hapy:keH KJIOH C TpUCO-
MUEH 110 XpoMocoMe X, TIPUIEeM CPEIHSIST YaCTOTa aHOMa b~
Horo kJioHa B KJI ctatuctuyecku 3Haunmo (p=0,0031) paz-
JI4ajgach MEXIy rpyrmaMu u coctasmia 0,66% nist KeH-
e B Bospacte 20—29 jer, 0,86% — B Bospacte 30—39 sier
u 1,95% — B Bo3pacte 40—49 ner. YpoBeHb TPUCOMUU TIO
xpoMocome X B HKJI cTtaTuctryecku 3HaYMMO He pasiu-
qajicst Mexkmy rpymmamu u coctasui 0,81% B 20—29 ner,
0,84% B 30—39 et 1,25% B 40—49 ner.

Taxkum o6paszom, B HKJI tak ke, kak u B KJI mpucyt-
CTBOBAJIM KJIOHBI KaK C MOHOCOMME, TaK ¥ ¢ TPUCOMME

no xpomocoMe X, MpUYeM I0JIsI KJIETOK C MOHOCOMUEH
YBEJIIMYMBACTCS C BO3PACTOM.

B Ta6.1. 2 mpeacraieHa YacToTa aHESYIJIOUAMH T10 XPO-
mocoMme X, BbIsIBIeHHOUW mpu mnpoBeneHuu FISH-
HUcceq0oBaHUS B TipenapaTtax KiaeTok b, moay4yeHHBbIX OT
34 XeHIIMH pa3JIMYHbIX BO3PACTHBIX TPYIIIL.

[Tpu MOJIEKYISIPHO-IIUTOTEHETMIECKOM aHaJIM3¢e KJIETOK
BbD Tak ke, Kak U B KjieTKaX KpOoBUM, 0OHApY>KeH HU3KOYPOB-
HEBBIIl TOHOCOMHBII1 MO3aMIIN3M, TIPY KOTOPOM YacTOTa KJI0-
Ha C aHeyTuiouauei He rpesbiinana 7% u 10% cooTBETCTBEH-
Ho. CpenHue 3HaueHus 1o b3 ¢ X-aHeyruiouauei cta-
TUCTUYECKHU 3HaYUMO (p=0,530) He pazIuyanuch MexXmy
rpymnmnamu u B cpeaHeM coctaBuiin 4%. Kpome Toro, B OT-
suue ot KJI, B kiietkax BO He oTMeueHo npucyTcTBHE KIT0-
Ha C TpUCOMUEH 1Mo X XpOMOCOME.

Ha puc. 1 npencrapiieH rpaduk, oTpaKamnuii TeH-
JEHIIVIO K YBETMYEHUIO TOJIM aHEYTUTOMIHBIX KIIETOK KaK
C MOHOCOMMUEH, TaK U C TPUCOMMEN IO XpoMocoMe X y
JKEHIIUH cTapiiero Bo3pacta B KJI, Torna kak B bO takoit
TEHIECHIIUU HEe HaOJII0maeTcs.

[Tony4yeHHbBIE TaHHBIE TIO YACTOTE MO3aUIIM3Ma I10 XPO-
MocoMe X B Pa3IMYHBIX TKAHSIX Y PEPTUIBHBIX 3T0POBBIX
KEHIIH PEeTpOAyKTUBHOTO BO3pacTa MO3BOIWIM pa3pa-
60TaTh IIPOTOKOJI AAJTLHEUIIIETO 00CIeIOBAHMS IPU BbISIB-
JIEHWU KJIOHA KJIETOK ¢ X-aHEeyIUIOUAMEH TIpy cTaHIapT-
HOM IIUTOT€HETUIECKOM MCCieIoBaHNM (pHC. 2).

Tak, eciiu Mpu TPOBEACHUN CTAHIAPTHOTO ITUTOTeHE-
TUYECKOTO MCCJIEOBAHMS Y XKEHIIMHBI OOHApYXXeH KJIOH

Tabnuya 1.

YacrtoTa aHeynnounaum no X-xpomocome B KJ1 n HKJ1 y »KeHWMH pa3HbIX BO3pacTHLIX rpynn

BospacTHble Cpez[)}&;_i'(tf::(;);a;n ona Yacrota ki10Ha X-KJ1eTok, % Yacrota kioHa XXX-KJ1eTok, %
TPYIIIBI :
HKIJI KJI HKIJI KJI HKIJI KJI
20—29 ner 97.36 97.51 1,834+0,57 1,834+0,65 0,81£0,37 0,66+0,68
(n=11) ’ ’ min 1,45 max 2,91 min 0,50 max 2,42 min 0,00 max 1,93 min 0,00 max 2,40
30—39 ner 96.92 96.91 2,2340,63 2,2340,68 0,84+0,85 0,86+0,84
(n=13) ’ ’ min 1,46 max 3,74 min 0,98 max 2,90 min 0,00 max 1,92 min 0,00 max 1,93
40—49 net 92.87 92.62 5,88+5,89 5,4312,47 1,25+0,64 1,95+0,64
(n=8) ’ ’ min 2,72 max 9,7 min 2,14 max 7,89 min 0,20 max 2,24 min 0,37 max 3,45

prnetmﬂue: N — YUCJIo 00CIeI0BaHHbBIX. 31eCh U najiee JTaHHbIe TpeaCTaBJICHBI B BUIC CPCAHETO apucheTquCKoro " CTaHAAPTHOI'O OTKJIOHCHUA

(MeantSD), npuBeneHbl MUHUMAIbHBIC 1 MAKCUMAaJIbHbIC 3HAUECHMSI.

Ta6auuya 2.

YacroTta aHeynnongumn xpomocome X B Knetkax b3 y xKeHWMNH pa3nnyHbIX BO3pacTHbIX rpynn

BospactHble rpyrmbl, n (4KUCII0 00CIeTI0BAHHbIX)

CpenHsist yacToTa KioHa XX-KJIeTok, %

Yacrora kioHa X-KJIeTOK, %

20—29 net (n=11) 95,68 4,32+1,47
30—39 net (n=12) 95,91 4,09£1,30
40—49 ner (n=11) 96,39 3,61£1,73

ISSN 2073-7998

37



OPUT'MHAJIbHBIE UCCZIEAOBAHUA
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20-29 net 30-39 net 40-49 net
== Kposb, X
=53, X
Kposb, XXX"

== B3, XXX

Puc. 1. Tpaduk usmeHeHms fonu KnoHos Knetok X n XXX B 63 n KJ1 ¢ Bo3-
pacTom.

C aHEYIIOMINEH 110 XpoMocoMe X, HEOOXOMMMO TTPOBeIe-
HUE MOJICKYIISIPHO-ITUTOTEHETUYECKOTO NCCIICIOBAaHMS Ha
npenapartax KJI wnn HKJI. B ciyyasix, korma ypoBeHb 00-
Hapy>XeHHOTO TOHOCOMHOT'O MO3aMIIN3Ma COOTBETCTBYET
MpencTaBIeHHBIM 3HAYCHUSIM, MOXKHO TTPEIIIOJIOXKUTD, UTO
MO3anIIN3M SIBJISIeTCS (PU3MOTOTUUESCKUM U HE aCCOLINH-
pOBaH C PEMPOIYKTUBHBIMU ITPOOIEMaMU Y KeHIIMHBI.

Ecnu xe ypoBeHb MO3aun13Ma TMpeBbIIIAeT YCTAHOBIEH-
HbIE B XOJI¢ MCCieA0oBaHUs BepXHUe (pehepeHCHbIe) rpa-
HULIBI 1OJIM KJIETOK € aHEYTUIOUIUEH Mo XxpoMocome X, He-
0o0xoauMo TnpoBecTu aomnojHuTeabHbi FISH-ananu3 Ha
knetkax bD. B ciyyasix, korma ypoBeHb TOHOCOMHOI'O MO-
3au1M3Ma B KiieTkax bD Huxe 1160 paBeH MaKCUMaJlbHO-
MY YPOBHIO pedepeHCHOro 3Ha4eHUsI MO3auliM3Ma B CO-
OTBETCTBYIOILIEI BO3pACTHOI TpyIIIe, MOXHO CAeaaTh BbI-
BOJI, UTO OOHapyXeHHBIH paHee Mo3auuusmM B KJI
sIBJIsIeTCsl (pu3nonormyeckuM. Eciu ke ypoBeHb MO3au-
1u3Ma B b npeBbllaeT faHHbIE 3HAYEHUST, MOXKHO TIpe/I-
MOJIOXKUTh, YTO MO3aULIM3M MOXKET ObITh aCCOLIMMPOBAH C
PeNpPOAYKTUBHBIMU MPOOJeMaMU, TAKMMU KakK Oecruioaue
WJIW HeBbIHALIKMBaHWE OEpeMEHHOCTH.

O6cyxpaeHne

MHorue cynpyxXecKue Imaphl ¢ perpoOIyKTUBHBIMHA
mpobIeMaMu 00paIIAIOTCs 3a MEINKO-TEHETUIECKIUM KOH-
CYJIBTUPOBAHUEM C 1LIEJIbI0 TMATHOCTUKY IMPUYMH OeCILIO-
IWST 1 HeBBIHAIITMBAHMSI OEPEMEHHOCTU M PEIICHUS STUX
npobjieM. B Takux ciaydasix 0ObIYHO IPOBOIMUTCSI CTaHIAPT-
HOE IIMTOTCHEeTUYECKOe MCCIeIOBaHNe — aHaJIi3 Kapuo-
TUIIA CYTIPYTOB JJI51 BBISIBJIEHUSI XPOMOCOMHBIX aHOMAJIUH,
SIBJISTIOIIMXCST TEHETUUECKUMU (paKTOpaMu, KOTOPBIE MO-
TyT OBITh MPUYMHON PeNpPOAYKTUBHBIX ITpobJiemM. Takumu
(hakTOpamMu MOTYT OBITH HOCUTEIHCTBO COATaHCUPOBAH-
HOI XpOMOCOMHOM IIEPECTPONKM, a TAKXKE HAJIMUUE XPO-
MOCOMHOTI'0 MO3auIIM3Ma Y OJHOTO 13 cyripyroB [4]. Ecin
HOCHUTEJIBCTBO COATaHCHUPOBAHHOI aHOMAJIMU XPOMOCOM

CTaHAapTHOE UHTOTeHEeTHYECKDE HCCTeA0BAHHE

| Briuaenenne k1oHa ¢ X-aHeymwonauei |

FISH nccrenosanue na KJInmn HKJT

MoHoconma mo xpomocone X <*:
3%B 20-29 aeT,
4%5 30-39 aer
10%35 4049 xer

TprcoMmA o XpoMocore X<*:
2,5%3 20-29 aet,
3%85 30-39 aer
4%35 4049 qer.

MoHocomsa 1o xporoconme X>
BEPXHETO YPOBHA A14 AaHHOH

BOSDaCTHOH IPyTHIB

|

MosaunusM GH3HOIOrHYeCKER |

| FISH nccaenosanne Ha KTeTkax B3 I

| Mono commano xpomocone X< 7%* I | Momnoconmamo xporoconme X>7%*

I Mo3aunussm GH3H0I0THYeCKHH | In

Puc. 2. MpoTokon 0bcnenoBaHNA NaLMeHToB npwn 06Hapy>KeHVll/l HN3KOYPOBHEBOIo Mo3auu3mMa no Xxpomocome X(*— YKa3aHbl BEpPXHME rpaHnLbl 0O~

NN KNeToK ¢ X-aHeynnovaunei, Tabn. 1).
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CBSI3aHO C HApYIIEHUSIMU PETIPOLYKIIUH, TO IMpobjieMa ac-
COIIMAIIMM HU3KOYPOBHEBOTO TOHOCOMHOI'O MO3auIIu3Ma
C HeBBIHAIIIMBaHUEM OEpPEeMEHHOCTH 1 OECILIONUEM Y JKEeH-
IIIMH PENPOAYKTUBHOTO BO3pacTa 10 CUX ITOp OKOHYATE b~
HO He pelreHa. JloJis maleHTOK ¢ TOHOCOMHBIM MO3au-
LIM3MOM JIOBOJILHO BhICOKa [ 1], 0MHAKO He Bceraa oueBu/ -
HO, SIBJISIETCS JIM OOHAPYKEHHBIN MO3aWIIN3M ITPUINHOMN
PETIPONYKTUBHEIX TTPOOJIEM.

T'OHOCOMHBII MO3aUIIN3M MOXET OBITh aCCOLIMUPOBAH
HE TOJIBKO C PETIPOAYKTUBHBIMU MPOOIeMaMu, HO U C BO3-
pactom. deHOMEH BO3pacT3aBUCUMON aHEYIJIOMINU T10
xpoMocoMe X Y (beHOTUTTMIECKN HOPMAJTBHBIX JKEHIIMH
omnucaH euie B 80-X rogax MpolLIoro Beka, Koraa ObLIo
YCTaHOBJIEHO, YTO YPOBEHb TOHOCOMHOI'O MO3auIlli3Ma y
SKEHIIIMH PENPOIYKTUBHOTO BO3pacTa BaApEUPYET OT 2 10
10% [11, 12, 13]. [To3mnee, B 2007 roxy Russell L. ¢ coaBr.
TOATBEPIVIIA HAJIMINE HU3KOYPOBHEBOIO TOHOCOMHOTO
mo3sannm3ma B KJI. ABTOpBI OTMETHIIM, YTO B HEKOTOPBIX
ciyyasx ypoBeHb X-aHeyruiouauu B KJI 310poBbIX XKeH-
IIWH 0e3 peMpONYKTUBHEIX TTPOOJIeM MOXKET TIPEBBIIIATh
10%. Kpome Toro, ObliTa OTMEUeHA TCHICHIINS K YBEJIUe-
HMIO JIOJIM TOHOCOMHOI aHEYTUTOMINY C BO3PACTOM U OIIpe-
JieJIeHa CPeIHSIsI YacTOTa MOHOCOMUU Y KeHIIIMH Pa3ind-
HBIX Bo3pacTHBIX rpyr: 20—30 xet — 1,5%; 30—40 et —
3% u 40—50 ner — 5% [7].

OnHaKO UMEIOTCST COOOILEHMUST, UTO YPOBEHb X-aHey-
TUTOUINW Y 300POBBIX XKEHIITMH MOXET OBITh BhIIIE. Taxk,
Nowinski G. ¢ coaBT. MOATBEPAUIU, UTO A0JST KIETOK
¢ aHeyruiouaueit mo X xpomocome B KJI yBenuuuBaercst
C BO3paCTOM KEHIIWHBI, ITIPY 3TOM YacTOTa KJIOHA KJIETOK
¢ MOHOcOMUel o xpomocoMe X B kitetkax KJI moxeT mo-
crurath 21,4% y xeHuiuH crapiue 44 jer. Takxke ObIJIo OT-
MEUYEHO MPUCYTCTBHE B KPOBU Y JKEHIIWH KJIOHA KJICTOK
C TpUCOMUEN TI0 XpoMocoMe X. YPOBEeHb MO3anIIM3Ma 10
TPUCOMHOMY KJIOHY Y >KEHIIIMH B Bo3pacTte 23—34 rona ObL1
4,0%, B 35—44 roma — 8,9% n y XeHIIUH cTapiue 44 et
— 14,3%, B TO BpeMsI KaK Yy XKE€HIIWH MJiaiie 23 JIeT 3TOT
KJIOH He 0OHapykeH. ABTOpbl oTMevaloT, uto B KJI y >keH-
IIIMH BCEX BO3PACTHBIX TPYIII HAOJIIOIAaeTCSl MO3aUIIM3M He
TOJILKO MO XpoMocoMe X, HO U 110 ayTocomaM [ 14]. Io pe-
3yJIbTaTaM HaIllero MCCJIeTOBAHUST CPEIHSISI YacTOTa KJle-
TOK KaK C MOHOCOMMEI, TaK U C TPUCOMUEN IO XPOMOCO-
Me X 3HAUUTeJIbHO HUXKE, YeM TpecTaBieHo B padote No-
winski G. ¢ coaBT. OTAMYUSA B MOJTYYEHHBIX TaHHBIX
MOXHO OOBSICHUTH Pa3INIHBIMA METOINIECKIMU ITOIXO-
JaMM K aHaJIN3y Mo3anyHoi X-aHeyruionnnu. B mutupy-
eMoli paboTe aHaIU3 TPOBOAWIM ITyTEM CTAaHIAPTHOTO LIU-
ToreHeTuueckoro ucciaenoBanus KJI nepudepuueckoit
KPOBH, B K&XKIOM ciydyae aHanu3uposaiu 15—30 metacdas-
HBIX TUTACTUHOK, YTO HE BCETIA ITO3BOJISICT BHISIBUTH HI3-
KOYPOBHEBEIIT Mo3ann3M. KpoMme Toro, BEICOKa BEpOSIT-
HOCTb apTehaKTHOI ITOTEPH XPOMOCOM B MeTacha3HbIX TIa-

CTMHKAaX ITpM TIPUTOTOBJIEHUY TTperapara. B 6osee mo3mHux
pabortax [7] Takke MpOBOIMIOCH CTAHAAPTHOE IIUTOTeHe-
TUYeCcKoe hcciaenoBaHre MeTadasHbix macTuHok KJI me-
pubepryecKoil BEHO3HOI KPOBH, aHATM3UPOBaIU 25—35 Kite-
TOK, YTO TIOBBIIIAJTIO BEPOSITHOCTh OOHAPYXKEHUST HU3KOY-
POBHEBOTO MO3auII3Ma 1 JaBaJio BO3MOXHOCTB ITOJTy4YaTh
CTaTHCTHYECKU O0Jiee TOUHbIE pe3yJbTaThl. Mcronb30Ba-
Hue B HaiieM ucciaenosanuu FISH-metona mist ananusa
YPOBHSI MO3aMYHOU X-aHEYIJIOUIUNU B WHTepha3HbIX
sipax Kak KyJIbTUBMPOBAHHBIX, TaK U HEKYILTUBUPOBAH-
HBIX TUMGOIIUTOB, C OHOI CTOPOHBI, TaJI0 BOBMOXHOCTh
MPOAHAIM3UPOBATH OOJIbIIIEe KOJMYECTBO KIETOK M, C IPY-
TOif CTOPOHBI, TTO3BOJIMIIO UCKITIOYUTD apTe(haKTHYIO aHe-
YIUIOUIUIO.

B pab6ore Hazapenko C.A. ¢ coaBT. MoKa3aHbl CTaTU-
CTUYECKY 3HAYMMBbIe BO3pACT3aBUCUMBIC Pa3JIMuMs B 3HA-
YEHUSIX YPOBHS X-aHEYIUIOUINU B Pa3IMYHBIX TKaHsX [8].
[ToryyeHHBICe HAMU TaHHBIE HE BIIOJTHE COTJIACYIOTCS C 3TH-
MU pe3yJibTaTaMu, TTOCKOJIbKY OIpeAesIeHO, YTO YPOBHU
aneyruionauu 1o xpomocome X B KJI u HKJI cratuctuye-
CKM JIOCTOBEPHO HE pa3IMYaloTCs B pa3HbIX BO3PACTHBIX
rpymnmax. Mpl rojaraeM, 4To Takye pa3jindus MOTYT ObITh
CBSI3aHBI C Pa3IMIUSIMU B COCTaBe KyJbTUBUPOBAHHBIX 1
HEKYJbTUBUPOBAHHBIX KJIETOK Mepru(epruIecKoii KpOBU.
B npenapatax u3 KJI npucyrctBytoT Toibko T-1umdo-
LIMTHI, TOTA Kak B Tipernaparax u3 HKJI mpeacraBieHbI Bce
BUIIBI OEJTBIX KJIETOK TeprdepruIecKoii BEHO3HOI KPOBH,
B TOM 4YMCJIe TPaHYJIOIUTHI U He3peble MpoiudepaTuB-
HbIE KJIETKH!, B KOTOPBIX TAKXKe IPUCYTCTBYET HU3KOYPOB-
HEBBI TOHOCOMHBI MO3auIIM3M, YPOBEHb KOTOPOTO CO-
IOCTaBUM C YPOBHEM X-aHEYIUIOUINY B KYJTbTUBUPOBAH-
HbIX T-nmumdonurax [15]. Takum 06pa3oM, 10751 KJIETOK
¢ roHocoMHolt aneyruiouaueit B HKJI u KJI He nomkHa cy-
IIECTBEHHO pa3inyaThcs. Takke, B Halleil paboTe st
FISH-ananu3za ncnons3zoBanbl Kommepueckue JHK-
30H/IbI, 00J1aaoIMe BEICOKOM, 6m3Koii K 100%, addex-
TUBHOCTBIO THOPUIN3ALINN.

MozanyHasg X-aHeyniaouaus B KiaeTkax bd uccie-
JIOBaHa B MEHBIIIEH CTEIIEHM, YEM B KJIETKaX Iepudepu-
yeckolt kpoBu. Tak, Schad C. ¢ coaBT. mpu nNpoBeaeHUU
MOJIEKYJIIPHO-IIUTOT€HETUYECKOTO UCCIIeTOBAHMS KIIe-
ToK BD ¢ ucnosp3oBaHKEM 30HIOB Ha IIEHTPOMEpPHBIE
paiitoHbl X 1 Y XpOMOCOM YCTaHOBUJIM, UTO YPOBEHbB I0-
HOCOMHOTO Mo3auii3Ma B bD xxeHIuH 6e3 penpoayK-
TUBHBIX MpobjeM cocrtapisieT 1,1%. [Ipu 3TOM yKa3bi-
BaeTCsI, YTO ypOBEeHb Mo3aniiu3Ma B bD naxke y marmeH-
TOK C aHOMAaJIMSIMU TTOJIOBBIX XPOMOCOM HE OTJINYaeTCs
OT 3TOro 3HaueHus1. OMHAKO aBTOPHI OTMEYAIOT, YTO IMPH
MpeXIeBPeMEHHOM UCTOLIEHUY SIMYHUKOB, YPOBEHB TO-
HOCOMHOTO MO3aulnM3Ma MOXET pocTurarh 12% [16].
B HameMm mcciienoBaHuM MOKa3aHo, 4To B bD 3mM0poBbIX
KEHIIMH PENPOIYKTUBHOTO BO3pacTa YpOBEHb TOHOCOM-
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HOTO MO3aulIiM3Ma BBIIIE U COCTaBJsIeT B cpenHeM 4%.
Paznuuust B moy4eHHBIX JAHHBIX MOXHO OOBSICHUTD UC-
MOJIb30BAaHUEM JOTOJHUTEIbHOTO ayTocomHoro JJHK-
30H/1a, B YaCTHOCTU, Ha LIEHTPOMEPHBI paiioH XpoMo-
coMBbI 18, YTO MOXET CIYXKUTh HE TOJbKO KOHTPOJEM
MJIOUIHOCTU KJIETOK, HO U 3(p(HEeKTUBHOCTU TMOPUIM3a-
LU, DTO MO3BOJISIET MOBBICUTH TOYHOCTh MOJTYYEHHBIX
JAaHHBIX U cleJJaTh OMHO3HAYHBI BBIBOJA O HAJIMYUU MO-
3annmu3Ma [6].

Kpome toro, Hamu oTMeudeHo, 4yTo B b y heHOTUIIH -
YeCKU HOPMAJIbHBIX XKEHIIUH PEMPOAYKTUBHOIO BO3pac-
Ta OTCYTCTBYET KJIOH C TpPUCOMUEH 1o Xxpomocome X, KO-
Tophiii otMeuvaeTcs Kak B KJI, Tak u HKJI. MoxHo nipen-
MOJIOXUTh, UYTO HAJIWUYME KJIOHA KIeTOK XXX sIBJsieTCs
TKaHeCIelM(PUUHBIM U XapaKTEePHBIM IJIs1 Tiepudepuye-
ckoit kpoBu. Hanimuue KJ10HOB, KaK ¢ MOHOCOMUEH, TaK U
¢ Tpucomueit mo X XpoMoCcoMe MO3BOJISIET TOBOPUTH O TOM,
YTO MEXaHU3MOM BO3HMKHOBEHMST MO3aUIM3Ma B KJIETKax
KPOBH SIBJIIETCSI HEPACXOXKIEHUE XPOMOCOM, TOTJa KaK B
B3O 0CHOBHBIM MeXaHU3MOM SIBJIsIETCSI aHaha3HOE OTCTa-
BaHue [17].

B HacTtosg1ee BpeMst IPUHATO CYUTATh, YTO KJIUHU-
YEeCKU 3HAYUMBIM SIBJISIETCS TOHOCOMHBIN MO3auIIU3M,
MpU KOTOPOM YacToTa aHOMaJIBHOIO KJIOHA ¢ X-aHey-
mronaueit B KJI cocrasnset 6omee 10% [2,3]. Bonee ne-
TaJbHBII aHAJIN3 MO3auYHOI X-aHEeYIJIOUIUU B pa3iny-
HBIX BO3PACTHBIX TPYMIIaX 3M0POBBIX KEHIIMH MoKa3all,
YTO 3HAYEHUS YPOBHS aHEYMJIOUIUU MO XPOMOCOME
X MOTYT AOCTaTOYHO CUJIbHO BapbupoBaTh. [Ipu aToM
ypOBeHb aHeyImuionauu no xpomocome X B bO comocra-
BUM Y 3IOPOBBIX XKEHIIIMH BCEX BO3PACTOB U COCTABJISIET
B cpenHeM 4%.

Ilo pesynbraTaM pabOThl COCTaBIEH MPOTOKOJI 00CIe-
JOBaHUS MalIUEHTOB MPU OOHAPY>KEHUU KJIOHA C TOHOCOM-
HOU aHeyruiouaueit. B ciyyasix, koraa nosst KJioHa ¢ MO-
HOCOMUEN WIu TpUcOMUEH o XpoMocoMme X MPEBbIIIAET
YCTaHOBJIEHHBIE B XOJI¢ MCCECAOBAHUST BEpXHUE IPAHULIBI
YPOBHSI aHEYTUIOUIHBIX KJIETOK JIJIsI TaHHOTO BO3pacTa, pe-
KOMEHJIyeTCsl MPOBOJIUTD TOMOJTHUTEIbHBIN aHAIU3 KiTe-
ToK B3O, KOTOpHBIt MOXET CTaTh ONpeaesomuM (pakTo-
POM B ITOCTAHOBKE JUarHosa.

BbiBoabi

B pesynbTaTe McciaenqoBaHus IIpon3BeneHa OIlCHKA
YPOBHS BO3PacT3aBUCUMOTO, TKaHECIIeITU(PUIHOTO MO3a-
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MocomMme X.
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