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IHOOPMALIIMHO-CTATUCTUYHI OLIHKM NPU 3ACTOCYBAHHI FISH-METOLY
ANA BUABJIEHHA «MPUXOBAHOIMO» MOS3AILUM3MY CTATEBUX XPOMOCOM
CEPEQ BEIMIAHUX NOAPYXHIX TAP

C. B. [leHuceHko

Knivika ~ npobnem  nnaHyBaHHs — cimMi  MO3  Ykpainn

BrBYeHa MOXNUBICTb BMKOPUCTAHHS TPETbOro i YeTBEPTOro CTaTUCTUYHUX MOMEHTIB ANsl BUSIBMEHHS «MNPUXOBAHOro»
Mo3aiym3amy. lMoka3aHO 3Ha4eHHsi BUKOpUCTaHHA FISH-meTogy Ha iHTepdasHux KniTMHaxX i3 3aCTOCYBaHHAM LEHTPOMEp-
Hux [HK-30HAiB Ha xpomocomu X i Y ons BUSIBIEHHS «NPUXOBAHOro» MO3ailn3My CTaTeBMX XPOMOCOM (FOHOCOM) cepef,
NOAPYXHIX nap.

KnouoBi cnoea: iHdopmauinHo-cTtaTucTuyHi ouiHkn, FISH-meToa, koediuieHT acumeTpii, koedilieHT ekcuecy, «npuxo-
BaHWI» MO3ailn3m.

NHPOPMALMNOHHO-CTATUCTUYECKNE OLEHKN NMPUMEHEHUA FISH-
METO[A AnA BbIABNEHNA "CKPbITOMO0" MO3AULIM3MA MNMOJIOBbIX
XPOMOCOM CPEOV BECIMIIOAHbIX CYMNPYXXECKUX AP

C. B. [leHuceHko

KnnHuka npobnem  naaHNpoBaHUs cembu M3 YkpauHbi

M3y4yeHa BO3MOXHOCTb MCMNONb30BAHUSA TPETbEr0 N YeTBEPTOro CTaTUCTUYECKMX MOMEHTOB AfA BbISIBNIEHUS "CKpbITOro"
Mo3aunumama. lMokasaHo 3Ha4yeHune ucnonb3oBaHus FISH-meToaa Ha iHTepdasHUx KneTkax ¢ NPUMEHEHUEM LEHTPOMEp-
Hux OHK-30HO0B Ha xpomocombl X 1 Y Anst BbIABMEHUS "CKPbITOro" mMo3auvumama NosioB bIX XpOMOCOM (FOHOCOM) cpeau
CYNpYyXeckux nap.

KnioueBble cnoBa: MHMOPMaLMOHHO-CTaTUCTUYeckne oueHku, FISH-meTton, koadduumeHT acummeTpun, koadpdhuum-

€HT aKcuecca, "CKpbITbIi" MO3anunam.

APPLICATIOM OF FISH-METHOD IN IDENTIFICATION OF CRYPTIC MOSAICISM
INVOLVING SEX CHROMOSOMES IN COUPLES WITH REPRODUCTIVE FAILURE

S. V. Denysenko

Clinic of Problems of Family Planning of Ministry of Public Health of Ukraine

The application of FISH-method on interphase cells with centromeric probes for chromosomes X and Y is described as
used together with the traditional cytogenetic methods for the screening minor sex aneuploid cell lines among the couples
with reproductive problems.

Key words: informatively-statistical estimations, FISH-method, coefficient of asymmetry, coefficient of excess, "hidden"
mosaicism.

Beryn. Crorofi MOJIEKYJISIPHO-ITUTOICHETHYHAN Me-
TOJ] 3 BUKOpHUCTaHH:M pi3Hux TritiB JIHK-30H11B ycrminmHo
3aCTOCOBYIOTB JIJIsl BUSIBIICHHS Ta 1MeHTH(IKAITT KITbKICHOT
Ta CTPYKTYPHOI XpOMOCOMHOI IaToIOTii. Y 1IbOMY JOCITi-
JUKEHHI 3p00JIeHO CrIpo0y OIIHUTH 3HAYECHHS MOJICKYJISIP-
HO-I[UTOreHETUYHNX METO/IIB Y BUBUCHHI «IIPHXOBAHOT'0%
MO3ail3My y O€3IUTIAHNX MTOAPY>KHIX Map 1 MOPIBHATH 3
TOIIOHUMH BUITAIKaMH, OTTUCAHUMH B JIiTepatypi. Mu mpo-
JEMOHCTpYBaK e(peKTHBHICTh 3acTocyBaHHS FISH-me-
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TOMy Ha iHTepda3HUX KIITHHAX 3 METOI BHUSBICHHS
MiHiMaJIbHOTO MO3aim3My (< 10 %) crareBux Xpomo-
coM (TOHOCOM) y O€3IUTIAHNX MTOIPY>KHIX Map.

O0'ekT Ta MeTOMM AOCHIKeHHsI. PeTpocrieKTuBHII
aHaii3 OyB MPOBEICHUN IS BU3HAUCHHS TIMTOMOI Baru
MO3ail3My TOHOCOM cepell Oe3IUTITHUX MOAPYKHIX Tap
Ta oniHkM iHpopMaTuBHOCTI PKH-MeTOoy y BUsIBIIEHHI Ta
BH3HAYEHHI CITIBBIHOIICHHS KIIOHY (-1B) KJIITUH ITPH MO3ai-
u3Mi. [luToreHeTruHMIT aHAI3 TPOBOIWIIN 32 3arajibHOI-
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puiinsToro Metomukoro [1]. [Ipenmaparu nmpomeradazHux
XpOMOCOM OyJI OTPUMaHi 3 KyJBTypH JiM(OIHUTIB reprde-
PIiHOT KpOBi 3a JIOTIOMOTOKO0 1HKYOAITii KyJIbTypH 3 METOT-
pekcatom 10-12 roamH i JogaBaHHAM 5 OpOM-IE30KCiypH-
JIMHY 3a 5 TOAMH 10 nodatky ¢ikcarrii. [Ipemapat xpomo-
com ¢apoyBamu nudepenuiino GTG-meromom, ans
JIOCIIKEHHS TIOJIIMOP(i3My TeTepOXpOMATHHOBHX PaliOHIB
BukopuctroByBam QFQ-i CBG-meTomu. XpoMOCOMHUIA
aHaJIi3 IPOBOMBCS 3a IOTIOMOT0r0 Mikpockora "Olympus
BX60" mpwu 36i1bmrenni x1000. 17151 KOYKHOTO MarjieHTa aHa-
mizyBanu 1o 16 metadas, pu BUSIBIICHHI | KITITHHY 3 BTpa-
YEHOI0 a00 JIOIATKOBOI XpOMOCOMOIO X KIJIBKICTh aHaTi-
30BaHMX MeTada3 30UTbITyBasy 10 25.

MoneKyJIIpHO-ITATOTCHETHYHHI aHAaJTi3 TPOBOIMIIN 32
JIOTIOMOTO0 (DITFOOPECIIEHTHOT T10pHAN3allil KITOHOBaHUX
nociimoBHocTel /IHK Ha iHTepda3HuX sapax B yMOBax
in situ (Fluorescence In Situ Hybridization - FISH) 3rigHo
3 MPOTOKOJIOM, PeKOMEHa0BaHMM BupoOHHMKOM JIHK-
30H1iB (Vysis, Abbott Laboratories, IL US A). Y po6oTi
Oy BukopucTani JIHK-30H11 Ha IEHTPpOMIpHI TTSTHKH
xpomocoM X 1Y (CEP X Spectrum Green i CEP Y
Spectrum Orange). Iatepdasni sapa dapoysamn DAPI
IT (Vysis, Abbott Laboratories, IL US A). JIns Ko>KHOTO
BUTIAJIKy OyIo mpoaraiizoBaHo 1o 500 inTepdazHux saep
XOpOIIOi SKOCTi, 0e3 HakIaaeHb. Pe3ynbTaTé MOJEKy-
JISIPHOI TI0pUAN3AaIlii OIiHIOBAIN, BU3HAYAI0UH HASBHICTh
1 KUTBKICTh CUTHANTIB B iHTep(a3HUX KIITHHAX. AHAII3
MPOBOJMBCA 3a JOMOMOror Mikpockorna "Olympus
BX60", ykomruiekroBaHoro nammoto HBOx100 Ta Ha-
6opom ¢ineTpiB DAPI/Rhodamine/FITC.

Jliist aHami3y iHPOPMATHBHOCTI ITOKA3HUKIB MOJICKYJISIP-
HO-IIUTOT€HETHYHOTO METOLY BHKOPHCTOBYBAJIH ICHT-
paIbHUN MOMEHT TPETHOI'O Ta YETBEPTOTO MOPSAKIB.
OCHOBOIO YaCTOTH BUKOPHUCTAHHS OyJI0 BUBYCHHS aCH-
METpii Ta MOKa3HUKIB eKclecy po3momity. Sk Bimomo,
(GYHKLIS DIEHOCTI HMOBIPHOCTI P (X) HE 3aBXKIU CH-
METpPUYHA, K ITPH rayciBCbKoMy posmoini. Hampukan,
HeoOXiTHO oxapakTepu3yBaTd Gopmy kpuBoi. [lo omuH
OIK MOIU 3HAXOIUTHCS OLIBII MPOTSKHA JIISTHKA KpPH-
BOi, a M0 JPYTHi - OLIBII KOPOTKa. SIKII0 OiIbII Tpo-
TSDKHA JUISTHKA JISKHUTH MPABOPYY BiJ BETUYUHHU MaTe-
MaTU4HOro o4iKyBaHHIM (X), TO HEHTpAILHII MOMEHT
TPETHOTO MOPSIKY OyJie TO3UTUBHUM. ACUMETPIs B IIbO-
My BUIAIKy pPaxyeThCsl MO3UTUBHO. Y MPOTHICKHOMY
BUIAJIKy BOHA HETATUBHA. AJIe OCKUIBKH y IEHTPAIBHO-
0O MOMEHTY TPETHOTO TOPSAKY € MoxuOka (BiH Mae
CBOIO (hi3UYHY PO3MIPHICTh), BUKOPHUCTOBYBAIIH O€3p03-
MIpHY XapaKTEPUCTHUKY - IIOKa3HUKH acCUMETIi:
_m(x)
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X
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3acTOCOBYBAJIM TAKOXK MOKA3HUKHU EKCIIECY
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Y HU3III BUMAJKIB BUKOPHCTOBYBAIN ITOHATTS MOJIU Ta
aMILTITyId MOJH, SIKi TPAKTYBaJlM B PO3YMiHHI MaKCH-
MyMy camoi HMOBIPHOCTI.

IocTanoBka 3aBaanHs. Bizomo, mo Mo3ainusm 3a
TI€I0 YM 1HIIOI XPOMOCOMOIO MOXKE OOYMOBIIIOBATH Y
JIIOJITHY aHOMAJTii PO3BHUTKY. Y HOCI{B MO3ai9HOTO KJIOHY
KIIiHIYHA KapTHHA OUIBII CTepTa, HIXK Y IHAMBIIB 3 TIO-
u3My 3a xpomocomamu 18 a6o 21 y peHOTHITIYHO HOP-
MaJbHUX OaThKIB JiTEH 3 aHEYIUTOITIEI0 (TPHCOMIEIO 3a
xpomocomoro 18 abo 21) [3, 4].

Otpumani pesyiabraTt. IIpoBeneHO IUTOrCHETHY-
HU aHaii3 45 noApy>xHiM napam. CepeHiit BiK TIOIPYKHIX
nap CKJIaB JUIs kKiHOK 31,4 poKy, a JuIst 90JIOBIKiB - 34,7
POKy. BusiBiieHO 6 40JIOBIKiB Ta 7 ®KIHOK 3 MO3aIIM3MOM
roHocoM. lluToreHeTHYHMI aHANI3 TO3BOJIMB BUSBUTH
1-2 KIITHHH 3 aHEYTUTOIIEF0 TOHOCOM. Y Tabmimisx 1 12
MPEACTaBIEHI pe3ylbTaTH LUTOTCHETUIHOTO Ta MOJIe-
KYJISIPHO-IIMTOT€HETHYHOTO JTOCTIKEHB TIOAPYKHIX Tap.

B pe3ysipTaTi MUTOTEHETHYHOTO JOCTIKEHHS IO -
PYKHIX Iap HaMu OyJI0 BUSIBJICHO BUTIAJIKK HASIBHOCTI KJIO-
HY KJIITHH 3 JTUCOMI€I0 XpOMOCOMH X. Y YOTHUPHOX YO-
JIOBIKiB Oysia BUsIBJICHA OJlHA MeTadaza 3 aHOMAIBHOIO
KIUJIBKICTIO XpOMOCOMH X 3 25 TpoaHalli30BaHUX KIIITHH,
1€ OJIMH BHIIAI0K CTOCYBABCS 1HINOI TOHOCOMH - Y Kpim
MO3aiIM3My XPOMOCOMH Y, y TIAIliEHTa ¥ BCIX KIIITHHAX
Oyna BUSIBIICHA TICPUIICHTPUYHA 1HBEPCISI XPOMOCOMH 2
(Bumamok M4, tabi. 1). Y mocroMy BHIaaKy Oyia BUSB-
JIEHa TETPacOMist XpOMOCOMH Y B OJTHIH KJIiTHHI 3 25 TIpo-
aHami3oBaHuXx (Bumagok M5, tabmn. 1). Omke, y mrectu
BUITAKAX BIICOTKOBE CITIBBIIHOIEHHS aHOMAJILHOI'O KJIO-
Hy KJIITHH JO IPOaHATi30BaHUX KIITHH CTAaHOBWIO 4 %o.

Jlnst Beix BunaakiB 3actocoBano b H-meron. B xomi
MOJIEKYISIPHO-IIUTOTEHETUYHOTO aHalli3y CTABHIU 3a
METY BCTaHOBJICHHS HasIBHOCTI/BiICYTHOCTI aHOMaJb-
HOTO KJIOHY KIIITHH 3 aHEYIUIOili€t0 XpoMocoM X abo
VY, a TakoX BCTAaHOBJICHHS CITiBBiJHOIIEHHS HOPMallb-
HOTO i aHOMAJIBHOTO (-UX) KJIOHIB B KO)KHOMY KOHK-
peTHOMY BHMAAKY. MOJEKYIAPHO-IUTOTCHETHIHE
JOCITIJKCHHSI I ATBEPAMIIO HASBHICTh KJIOHY KIIITHH 3
JUCOMIEF0 XPOMOCOMH X B TPHOX 3 YOTHPHOX BUIIAJIKIB,
TaKOX HAasBHICTh KJIOHY KJITHH 3 JHCOMIE€I0 XPOMO-
comu Y B OJJTHOMY BUTIAJKY (Bumagok M4, Tabn. 1), a
B pa3i Bumaaky M5 m03BOJHIIO BHSIBUTH HAsIBHICTh HE
OJHOT'0, a IBOX aHOMAaJILHHUX KJIOHIB 3 JHUCOMIEIO Ta
TeTpacomiero xpomocomu Y. Cepesl BUABICHUX ITH-
TOTCHETUYHUM aHAlli30M YOTHUPHOX BHUIAIKIB 13 JTHU-
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coMmieo xpomocoMu X y 00CTEKEHUX YOJOBIKIiB MO-
JAEKYJISIPHO-UUTOTCHETUIHUIN aHali3 He MiATBEPIUB Ha-
SIBHOCTI KJIOHY KJITHH 3 JUCOMi€l0 XpoMocoMu X y
pa3i M6 - y Bcix mpoaHali30oBaHUX I'ATUCTaxX IHTEp-
¢dba3Hux sapax OyB NPUCYTHI# AulIe ONUH CUTHAJ, 1[0
Mapkipye xpomocomy X. TakuMmM 4YHMHOM, KapioTum y

naHoOMYy BUNagKy OyB Bu3HaueHUH sk 46,XVY.

MEOVWYHA IHOOPMATUKA
TA IHXEHEPIA

Cepen 00CTEeXEHUX JXKIHOK LHUTOTEHETUYHUM aHali3
BUSIBUB 7 BUNAAKIB HasIBHOCTI KJIOHY KJIITUH 3 MOHOCE-
Mi€lo (TpHUCOMIi€I/TETPAcOMIi€0) XpOMOCOMHU X, MpPH
bOMY YacTKa KJIITHH 3 MOHOCOMi€r XxpomMocomu X cTa-
Hosusa 5 % (Bunaaku b2, b3, b4, 56) i 8 % y Bunanky

(taba. 2). Y Bunaaky b7 Oyna BusiBieHa oJHa KIiTH-
Ha 3 kapiotunom 47,XXX 3 25-tu npoananizoBanux. Mo-

Taoaunsa 1. Pe3ynbTaTu HUTOrEHETHYHOTO Ta MOJEKYISIPHO-IIUTOTEHETUYHOTO NOCHI)KeHb BUMAJKiB M0O3ailu3-

My 32 TOHOCOMaMH cepell 00CTeKEHUX YOJIOBIKIB

. Pesynbrar
No Bik, PesynpraT MONEKYJISAPHO-UUTOT€HETUUYHOTO
3/1 Bunanxu poku CTaHAapTHOTO . IOCIIDKEHH S
LUATOTCHETUYHOTO OCIIKEHHS
1 M1) 43 47, XXY[1]/46,XY[24] 47,XXY .nuc ishXcen (DXZ1x2) [85]/
46,XY .nuc ishXcen (DXZx1)[415]
2 M2) 38 47, XXY[1]/46,XY[24] 47,XXY .nuc ishXcen (DXZ1x2) [108]/
46,XY .nuc ishXcen (DXZx1)[392]
3 (M3) 39 47, XXY[1]/46,XY[24] 47,XXY .nuc ishXcen (DXZ1x2) [92]/
46,XY .nuc ishXcen (DXZx1)[408]
4 (M4) 27 47,XYY,inv(2)(p11.2q13) 47,XYY,inv(2)(p11.2q13).
[11/46,XY,inv(2) (p11.2q13)[24] nuc ishYcen (DYZ1x2) [127])/
46,XY,inv(2) (pl1.2q13).
nuc ishYcen (DYZ1x1) [374]
5 (M5) 43 49.XYYYY[1]/46,XY[24] 47,XYY .nuc ishYcen (DYZ1x2) [48]/49,XYYYY.
nuc ishYcen (DYZ1x4) [27]/
46,XY .nuc ishYcen (DXYx1)[425]
6 (M6) 28 47, XXY[1]/46,XY[24] 46,XY .nuc ishXcen (DXZx1)[600]

Taoauns 2. Pe3yiabTaTu HUTOTEHETUYHOTO Ta MOJIEKYJISPHO-IIUTOTCHETUYHOTO JOCIi)KeHb BUMAJKiB MO3ailu3-

MY TOHOCOM cepell 00CTEeHKEHUX KiHOK

. PesynpraT cranmapTHOTO
No Bik, PesynpraT MOJEKYISAPHO-LUTOT€HETUYHOTO
o/ Bunagxu poK LHTOTeHETHIHOTO R S —
JOCTIKEHHS
1 (F1) 39 45,X[2]/46,XX][23] 45,X.nuc ishXcen (DXZ1x1) [82]/
46,XX.nuc ishXcen (DXZx2)[418]
2 (F2) 33 45,X[1]/46,XX[24] 45,X.nuc ishXcen (DXZ1x1) [122]/
46,XX.nuc ishXcen (DXZx2)[378]
3 (F3) 38 45,X[1]/46,XX][24] 45,X.nuc ishXcen (DXZ1x1) [95]/
46,XX.nuc ishXcen (DXZx2)[405]
4 (F4) 30 45,X[1]/46,XX][24] 45,X.nuc ishXcen (DXZ1x1) [88]/
46,XX.nuc ishXcen (DXZx2)[412]
5 (F5) 43 45,X[2]/48,XXXX 45,X.nuc ishXcen (DXZ1x1) [87]/
[1]1/46,XX[23] 47,XXX.nuc ishXcen
(DXZx3)[23]/ 48,XXXX. nuc
ishXcen(DXZx4)[13]/46,XX.nuc ishXcen
(DXZx2)[377]
6 (Fo) 37 45,X[1]/46,XX][24] 45,X.nuc ishXcen (DXZ1x1) [45]/
47 ,XXX.nuc ishXcen
(DXZx3)[18]/46,XX.nuc ishXcen (DXZx2)[437]
7 (F7) 27 47, XXX[1]/46,XX[24] 45,X.nuc ishXcen (DXZ1x1) [120]/
47, XXX.nuc ishXcen (DXZx3)[43]/ 48,XXXX.
nuc ishXcen(DXZx4)[25]/46,XX.nuc ishXcen
(DXZx2)[312]
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JIEKYJIIPHO-IIATOTEHETHYHUHN aHalli3 MiATBEpIUB Ha-
SIBHICTb KJIOHY KIIITHH 3 aHEYIUIOiIi€r0 XpoMocoMu X y
BCIX BHIIAJKaX, a TAKOK BUSIBUB JIOJAaTKOBI KJIOHU KJIITHH
3 aHOMAJIBHOIO KITBKICTIO XpOMOCOMH X B TPhOX BH-
nagkax F5, F6, F7 (tabn. 2). Tak, y umagky F5 3a no-
nomoroto FISH-metoy Oysio BUsIBIIEHO HE TPH, a YOTH-
Y KJIOHM KJIITHH. BigmnoBigHO, KapioTHIT B JAHOMY BH-
najaky OyB BusHaueHW# sx: 45,X [87]/47,XXX[23]/
48 XXXX [13)/46, XX[377]. Y Bunaaky F6 monekysp-
HO-LUTOr€HETHYHE JIOCIIHKEHHS MOKa3al0 TaKoX Ha-
SIBHICTB III¢ OJIHOTO KJIOHY KJTITHH, HE BUSBJICHOTO B pe-
3yJILTATI IUTOTEHETUYHOTO aHami3y. KapioTun B qjanoMy
BUIIaAKy OyB BH3HaueHHMU sik: 45,X[45]/47,XXX[18]/
46,XX [437]. ¥V Bumaaky F7 nuToreHeTHYHWH aHAaIi3
MOKa3aB HAassBHICTh TPUCOMii X B OJTHIH KIITHHI 3 25-TH.
FISH meron BUSBUB L€ ABa KIOHH KIITHH - 3 MOHOCO-
MI€I0 1 TETPACOMIEID XPOMOCOMH X.

OTxe, TpH MIPOBEJICHH] MOJISKYJISIPHO-IIATOT €HETHYHO-
ro JocHiKeHHs 3a nomoMoror FISH-meromy Oyio
MiATBEPHKEHO HASBHICTh MO3AIIM3My TOHOCOM B 12-TH
BHIIaJIKaX, B OJJHOMY BHIaIKy (M6) aHOMaIbHHUH KIIOH
OyB BiJICYTHIH. 3 ABaHAALATH ITiATBEPHKCHUX BUTIA/IKIB
B YOTHPHOX OYJI0 BUSBJICHO HAsIBHICTH JOAATKOBOT'O aHO-
MaJIBHOTO KJIOHY (BHMajgok M5, Tabn. 1 i Bunaaku F5,
F6, F7 tadmn. 2).

BincotkoBe cIiBBiTHOIICHHS aHOMAJTBLHUX 1 HOpMaJTb-
HUX KJIOHIB JIJIs1 KOYKHOTO BHITJIKY ITPEICTABIICHI B Ta0JI.
3. SIkio nmpu MUTOreHETUYHOMY aHalli3i BiICOTOK aHO-
MAaJIFHOTO KJIOHY CTaHOBHB 4-5 %, TO MICIIS IPOBEICHHS
MOJIEKY/ISIPHO-IIUTOr€HETHYHOTO aHaJli3y KJIOH 3 THCO-
Mi€ro xpoMocoMu X y 40JOBiKiB ckimaB 17-21,6 %. Ce-
pel *KiHOK, 1110 MaJIM TUTbKH OJWH aHOMAJIbHUH KIIOH - 3
MOHOCOMIEI0 XpOMOCOMH X, BIJICOTOK KJIITHH CKJIaB BijI
16,4 no 24,4 %.

Ta6auus 3. CriBBiHOIIEHHS MO3aiYHMX KJIOHiB MIC/A IPoBeneHHs inTpedasnoro FISH-ananizy

Bu- Kinpkicts curnanis (%)
aIKH KinbkicTh
X XX XXX XXXX Y YY YYY YYYY mpoaHati-
30BaHUX KIITHH

Ml 415 85 500
(83%) (17%)

M2 392 108 500
(78%) (21%)

M3 408 92 500
(81%) (18%)

M4 374 126 500

(74%) (25%)
M5 425 48 27 500
(85%) | (9%) (5%)

Fl 82 418 500
(16%) (83%)

F2 122 378 500
(24%) (75%)

F3 95 405 500
(19%) (81%)

F4 88 412 500
(17%) (82%)

F5 87 377 23 13 500
(17%) (75%) (4%) (2%)

F6 45 437 18 500
(9%) (87%) (3%)

F7 120 312 43 25 500
(24%) | (62%) | (8%) (5%)

OOroBopenHs pe3yabTaTiB. HakomudeHi 10 11p0ro
4acy JiaHi 3 IATOTeHETUIHOTO JOCIIKSHHS OC3ILTi THUX
MOJIPYKHIX Tap JNEMOHCTPYIOTh MiJBHIIEHY YacTOTY
XPOMOCOMHHX aHOMAJil, cepell IKUX 3HAuHy 4aCTUHY
CKJIaJIat0Th abepallii TOHOCOM - CTPYKTYPHI Ta KUTbKICHI
aHomautii [5-10]. 3B'sI30K MiXK YOJOBIUYUM OE3ILTIIISAM,
00yMOBJICHUM a300CTIepMi€r0 ab0 BaXKKOK OJIIr0300c-

54

MIEPMI€r0 1 aHOMAJIBHUM KapioTHUTIOM, BCTaHOBIIEHO [11-
13]. V Toii e yac ocTaHHi JJaHi CBiT4aTh PO HECTIOIi-
BaHY JIJIS IOCHITHUKIB TTiABHIICHY YaCTOTY TOITHPSHHS
XPOMOCOMHHUX aHOMaTiH y xiHOK [14, 15]. Tak, npose-
JICHe OOCTEXKEHHS TOAPYXKHIX IMap, sIKi 3BEPHYIUCS Y
3B'A3KY 3 O€3IUTIIIAM, BUSBHIIO XPOMOCOMHI aHOMATii
cepen 4oJIoBikiB B 4,5 % Bumnajkis. [Ipu mpomy yactora
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KUTBKICHUX 1 CTPYKTYPHHX aHOMaJlili CTaTeBUX XPOMO-
com ctanoswia 1,5 %. Cepen obcTexeHUX KIHOK Xpo-
MOCOMHI aHOMaJTii Oys BusiBIIeHi B 9,8 % BUMaIKiB, mpu
IOMY aHOMaJTii, TIOB'I3aHi 31 CTATEBUMH XPOMOCOMa-
MU, Oy BusiBIieHi B 7,5 % Bunakis. [Toka3HUK iMITIIaH-
Tallii eMOpioHa IS )KIHOK 3 ayTOCOMHOIO TIepe0yI0BOIO,
ctaHoBuB 16,3 %, mis )KIHOK 3 MO3ailIU3MOM XPOMOCO-
mu X - 9.4 %, a nias yosoBikiB - 23,1 % Tta 3,8 %,
BignoBiaHO. IlonepenHi pe3yabTaTy MOKa3aId HU3bKHMA
BIZICOTOK IMIUTaHTAIlii eMOPiOHA Y KIHOK 3 MiHIMAJIbHAM
Mo3aiu3MoM xpomocomu X [15].

Cepen BUSIBJICHUX XPOMOCOMHHX aHOMANTid 3HaUYHY
YacTHHY 3aiiMarOTh aHOMaJIii, MOB'sA3aHi 3 MO3ailIM3MOM
roHocoM [16, 17]. ComaTnHM MO3aIIM3M - HAsIBHICTh
B OpTaHi3Mi T€HETHUYHO Pi3HUX KIITHHHUX TOMYJISLIHN -
MOY€E 3yMOBJIIOBATH BHYTPIIIHLOYTPOOHY 3aru0elts Iio-
Jia, BHYTPITHBOYTPOOHY 3aTPUMKY PO3BUTKY, HAPOKEH -
HS IUTHHHU 3 XPOMOCOMHOIO TIATOJIOTi€r0 200 3 PO3yMo-
BOIO BIJICTAICTIO, a TAKOXK CIIOHTaHHI abopTu abo 6e3-
LTI Y oApy kHiX map [18, 19].

Mos3aiuusM 3 KJIOHOM KIIITHH, SIKHH MICTUTh aHOMaJlb-
HY KUIBKICTh TOHOCOM, Hal4acTillle 3yCTPIYaeThCs Y
HociiB cuaapomy lllepenreBchkoro-TepHepa, CHHIPOMY
Knaitadenprepa, mpu curapomi tpucomii X. Tak, cua-
pom lllepemescrkoro-Tepuepa B 40-50 % Bumankis
00yMOBJICHHHT MOHOCOMi€0 XpoMocomu X, pemra 50-
60 % BUMAKiB CyIPOBOIKYIOTECS a00 CTPYKTYpHUMHU
nepeOynoBamMu XxpoMocoM X abo Y, abo Mo3ainu3Mom
[16]. Cepen mamieHTiB 3 cuHapomMoM KialiHdenbTepa
MO3aI9HUH KIIOH 3 TUCOMIE0 XPOMOCOMH X BHSIBJISETh-
csB 15-20 % (sx BapiaHTH MO3AII3MY 3yCTPIdalOTHCA
kapiotunn XY/XXY i XX/XXV) [16, 20, 21]. dys vo-
JIOBIKIB 3 Mo3aiuHOt0 (hopmoro cuHapomy KiaiiHgens-
Tepa CJiJ BPaxOBYBaTU PE3YNbTaTH LUTOTCHETUYHOTO
Ta MOJIEKYJIIPHO-ITUTOTCHETUYHOTO aHaJIi31B, OCKIILKH Y
HUX CIIOCTEPIra€ThCs aHEYIUIOIisl TOHOCOM 1 B CIiepMa-
To30igax (4acrora craHoBUTH 1,23-3,45 %) [22-24].
BignosigHo, UIS TaKWX MAalli€HTIB PU3UK HAPOKCHHS
JUTUHY 3 aHEYIUIOITIEI0 32 ayTOCOMOIO 400 TOHOCOMOFO
migBummeHui [25, 26]. Tlomicomis ¥ 3ycTpidaeThes ce-
pen YOJIOBIKIB HaUacTile y BUTTISAI AUCOMIT (KapioTHIT
47,XVYVY 34gacrotoro 0,75-1 na 1000 HOBOHApOIKEHUX
xyomuukiB) [16]. Jlucomis YV ommcaHa sSK MOBHA, TaK i
MO3aldHa - 3 HACTYITHUMHM KIITHHHUMH JiHiAMH: 45,X;
46,XY;47,XXY; 48, XXVYVY [16, 27].

OxHuM 3 BUIIB MO3ailIU3MY € MiHIMaJIbHHMA, 200 TIpH-
XOBaHMH, Mo3aiu3M [8, 15]. Brums Takoro MiHiMaJibHO-
T'0 MO3ailM3My Ha PENPOIYKTUBHY (DYHKIIiFO TIOAPYHOKS
B JIaHWH yac AUCKyTyeThes [7, 8, 10, 14, 28]. Tak, 8cliren8
# al. BBa)kKaroTh, 110 IMOMIOHI 3HAXIJKM MIHIMAILHOIO
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MO3ail3My 4acTO MPUTAMAaHH1 KiHKaM BIKOM > 35 pokiB
(3a JaHMMH THIIHX aBTOPIB - > 45-60 pPoKiB) 1 IEMOHCT-
PYIOTh cOMaTHYHUK Mo3ainu3Mm [9]. B OinpmiocTi BH-
HajaKiB BUSABJIEHHS OIHIET KIITUHHU 3 aHOMAJBLHOIO
KUTBKICTIO XpoMocoMH X ab0 Y TIpH MPOBECHHI CTaH-
JapTHOTO IUTOTEHETUYHOT'O aHATI3Y CIIPHUMAETHCS ITH-
TOTEHETUKAMH K apTe(akT i He KOHCTATyeThCS B IIH-
TOTEHETUYHOMY BHUCHOBKY. JliTepaTypHi JpKeperia moka-
3YIOTh BEJIMKY PO301KHICTh HE TUIBKH Yy BHU3HAYCHHI
SIBUIIIA MIHIMAJILHOT'O MO3illu3My, ajie i B METOI0JI0Ti4-
HOMY Miaxofi (MOeThcs MPO KUTBKICTh aHATi30BaHUX
MeTada3 sl BCTaHOBJICHHS (pakTy Mo3ainusmy). Tak,
3a pekomeHzamisMu Peschka et al., 1999, npu BusiBnieHH1
1 xmiTraY 3 20 MpoaHATi30BaHUX CITiJT IPOJOBKUATH aHAITi3
10 50-100 metadas [8]. [T aBTOpH 30UTBITYIOTH aHAITI3
10 30 xritun [10].

Buxopucranns FISH-metomy mo3Bossie OiIbII TOYHO
BCTAHOBHTH HASBHICTH/BIICYTHICTh KJIOHY (200 KIIOHIB)
KITIITHH 3 aHOMAJILHOO KUJIbKIiCTIO XpoMocoMu X abo Y,
a TAKO>K BUSIBUTH ICTHHHE CIIIBBIIHOIIEHHS KJIOHIB KIIITHH.
[le ogaMM TiATBEPHKEHHSAM MOYIJIMBOCTI MO3ailIU3My
€ BU3Ha4YCHHs Koe(ilieHTiB acumeTpii i ekuecy. FISH-
MeTo/ iHhOPMATHBHHHN SK HA TIPO- i MeTada3HUX Tpe-
naparax, TaK i Ipy aHai31 KIITHH, 10 He AUIIThCS. Me-
TOJ Ti0pHAM3allii in situ Ha iHTepha3HUX KITITHHAX IIAPO-
KO BHKOPHUCTOBYETHCS B TIPEHATAIIBHIHN JIarHOCTHIN JIS
MIBHJIKOTO BUSIBJICHHS HAMOUTBIIT ITOIMPEHUX XPOMOCOM -
HUX aHEeYIUIoinii - Tpucomii xpomocom 13, 18, 21. Oc-
TaHHIM 4acOM BW3HAUYEHHS CIIIBBIJIHOLIEHHS KJIOHIB
KIIITHH TTpu Mo3aiuHuX (hopmax cuaapomis IllepemieBch-
koro-TepHepa, KnaitHdenbrepa Takox IPYHTYETHCS BUK-
JIOYHO Ha aHali31 KUIBKOCTI CHTHAJiB B iHTep(da3HUX
KITIITHHAX.

BucnoBku. 1. Ipsvuii FISH-anani3 6e3mocepennso
B iHTep(ha3HUX KIIITHHAX € HAAIHHUM Ta iHGOpMaTHBHIM
METOIOM IIIBUIKOTO BUSIBIICHHS MO3aiIN3My 3 BHCOKOIO
YYTJIIMBICTIO Ta CHeU(ivHICTIO.

2. ITiaTBepUKEHHSAM BHCOKOI BajiJIHOCTI METOLy €
3Ha4YeHHS Koe(illieHTIB acuMeTpii Ta ekciiecy. BoHm x
MOXYTb BUKOPHUCTOBYBATHCS AJISI IIBUIKOI OL[IHKH HasIB-
HOCTI IIATOJOT1.

3. OTpuMaHi pe3yibTaTH CBiI4aTh MPO HEOOXITHICTH
MPOBEICHHS MOJIEKYJIIPHO-IIUTOTEHETUYHOI 11IarHOCTHU-
KM MOAPYKHIM Tlapam 3 Oe3IUIiansaM IpH BUSABJICHHI
HaBITh OJHIET KIIITUHY 3 aHEYIUIOIIIEI0 32 XPOMOCOMOIO
X abo Y cTaHZapTHUM ITUTOTCHETHYHHM METOJIOM.

4. PesynbTaTh, oTprMadi micis nposeaeHas FISH-miar-
HOCTHKH, CJIiJl BpaXOBYBATH IIPH MPOBEICHHI MEANKO-Te-
HETUYHOTO KOHCYJILTYBaHHS CIM'T 3 METOIO PO3POOKH TaK-
THKH BEJICHHsI ITOJIPYKHIX Map 3 MpodieMaMu permpoIyKITii.
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