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IHOPOPMALINHO-CTATUCTUYHI OLUIHKW NMPWN 3ACTOCYBAHHI FISH-METORY
ONA BUABNEHHSA «MPUXOBAHOIO» MO3AILUU3MY CTATEBUX XPOMOCOM
CEPEQA BE3NNIAHUX NOAPYXHIX TMAP

C. B. leHuceHko

Knivika npobnem nnaHysaHHs ciMT MOS8  Ykpaitu
BuByeHa MOXNMBICTb BUKOPUCTAHHSA TPETLOrO i YETBEPTOro CTAaTUCTUYHMUX MOMEHTIB ANsi BUSIBIEHHS «MPUXOBAHOrO»
Mo3aium3amy. lMoka3aHo 3Ha4YeHHs BUKOpUCTaHHSA FISH-meTogy Ha iHTepgasHMx KniTMHaxX i3 3aCTOCYBaHHAM LIEHTPOMEp-

Hux [HK-30HAiB Ha xpomocomu X i Y ons BUSIBNEHHS «NPUXOBAHOro» MO3ailn3My CTaTEBUX XPOMOCOM (FOHOCOM) cepef,
NOAPYXHIX nap.
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MHO®POPMALUUOHHO-CTATUCTUYECKWUE OUEHKU MPUMEHEHWA FISH-
METOOA ONA BbIABNEHUA "CKPbITOITo®™ MO3AULUU3MA NMONOBbIX
XPOMOCOM CPEON BECNNOAHbLIX CYMPYXECKUX MAP
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KnuHuka npobnem nnaHuposaHusi cembu M3 YkpauHbi
M3yyeHa BO3MOXHOCTb UCMONb30BaHUSI TPETbLErO0 U YETBEPTOro CTaTUCTUYECKUX MOMEHTOB ANS BbiSIBEHUS "CKpbITOro"
Mo3anumama. lMokasaHo 3HayeHune ucnonb3oBaHus FISH-meToaa Ha iHTepdasHux KneTkax ¢ NPUMEHEHUEM LIEHTPOMEp-

Hux OHK-30HO0B Ha xpomocombl X 1 Y Ans BbiABNEHUS "CKPbITOro" mMo3auumamMa MosioB biX XpOMOCOM (FOHOCOM) cpeau
CYNpYXecKkunx nap.
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APPLICATION OF FISH-METHOD IN IDENTIFICATION OF CRYPTIC MOSAICISM
INVOLVING SEX CHROMOSOMES IN COUPLES WITH REPRODUCTIVE FAILURE
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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.
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Beryn. CprorosiHi MOJIEKYJISIPHO-IIUTOTCHETHYHHIH Me-
TOJI 3 BUKOpUCTaHHIM pizHuX Tunis JJHK-30H11B ycminHO
3aCTOCOBYIOTb JIJIsl BUSIBJICHHS Ta ileHTU(IKaLlii KUTbKICHOT
Ta CTPYKTYPHOI XpOMOCOMHOI MaToJiorii. ¥ oMy J0ciTi-
JOKEHHI 3p00JIeHO cipo0y OLIHUTH 3HAYEHHS MOJICKYJISIp-
HO-IIUTOT€HETHYHHUX METO/IIB Y BUBUCHH] «TIPHXOBAHOT0»
Mo3ailKM3My y 03I IHUX MOJPYKHIX Map 1 MOPIBHATHU 3
1o JiIOHMMU BUIAIKaMH, OIIMCAHUMHU B JiiTeparypi. Mu npo-
JieMOHCTpyBaiu edekrtuBHicTh 3actocyBanHs FISH-me-

© C. B. Jlenucenko

TOAy Ha iHTep(a3HUX KIITUHAX 3 METOK BUSBICHHS
MiHimMalbHOTO MOo3ainu3my (S 10 %) crareBux Xpomo-
coM (TOHOCOM) y O€3ILTIIHUX MOAPYIKHIX map.

O0'ekT Ta MeTOAU AOCHiTAKeHHs. PeTpocnekTuBHUN
aHayi3 OyB NPOBEACHUI Ui BU3HAYCHHS MUTOMOI Baru
MO3ail[M3My TOHOCOM cepejl Oe3IUIAHMUX MOAPYKHIX map
Ta ouinku iHpopmarusHocti FISH-merony y BusiBieHHi ta
BU3HAYCHHI CITIBBITHOILICHHS! KJIIOHY (-1B) KIIITHH IPH MO3ai-
u3mi. L{lutoreneTnuHmit aHai3 MPOBOIMIIH 32 3aralibHOI-
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puiiHsaTor0 Metomukoro [1]. [Ipemaparu nmpomeradasHux
XPOMOCOM OYJTH OTPHMaHI 3 KyJIETYPH JIIM(OITUTIB eprde-
PIMHOT KPOBI 32 JIOTIOMOTOK0 1HKYOaIlii KyJIbTypH 3 METOT-
pekcaroM 10-12 romuH i J01aBaHHAM 5 OpOM-Ie30KCiypH-
JIMHY 3a 5 TOUH J10 Io4aTKy ¢ikcarrii. [Ipemapatu xpomo-
coMm ¢apoyBamu nudepenuiino GTG-meromom, s
JIOCITIKEHHS TTOJIMOP(i3My TeTepoXpOMaTHHOBHX PAHOHIB
BukopuctoByBam QFQ-i CBG-meTomu. XpoMOCOMHUIA
aHaJIi3 MPOBOMBCS 3a JOIIOMOTOI0 Mikpockomna "Olympus
BX60" mpu 30utsmenHi x1000. [t koyxHOTO MarjieHTa aHa-
Ji3yBai o 16 mMeradas, mpy BUSABJICHHI | KIIITHHY 3 BTpa-
YEeHOI0 a00 JIOATKOBOT XpOMOCOMOIO X KIJIbKICTh aHaTi-
30BaHUX MeTada3 301TbITyBaity 10 25.

MonekymspHO-IIUTOTeHETUIHHH aHalli3 IIPOBOAMIIN 32
JIOTIOMOTOF0 ()TFOOPECIICHTHOI TOpHan3allii KIIOHOBAaHHX
nociimoBHocTel /IHK Ha iHTepda3Hux sapax B yMOBax
in situ (Fluorescence In Situ Hybridization - FISH) 3rigHo
3 MPOTOKOJIOM, peKOMeHIoBaHMM BupoOHHKOM JIHK-
3oH1IB (Vysis, Abbott Laboratories, IL USA). ¥ po6oTi
Oy Bukopuctani JIHK-30H11 Ha IEHTPOMIpHI TUTTHKA
xpomocoM X 1Y (CEP X Spectrum Green i CEP Y
Spectrum Orange). Iatepdasni sapa dapoysamun DAPI
II (Vysis, Abbott Laboratories, IL US A). JIns KoKHOTO
BHTIAJIKY OyJ10 ipoaHatizoBaHo 1mo 500 iHTephasHux sep
XOpOIIIOi SKOCTi, 0e3 HaKIameHb. Pe3ynpraTé Moieky-
JISIPHOT TIOpHIU3allii OIiHFOBAJTH, BU3HAYAOUH HASIBHICTh
1 KUTBKICTh CUTHANIB B iHTep(a3sHUX KIITHHAX. AHAII3
MPOBOJMBCS 3a JIONOMOTor Mikpockona "Olympus
BX60", yxommnexroBanoro sammnoro HBOx100 Tta nHa-
6opom ¢ineTpiB DAPI/Rhodamine/FITC.

Jis aHamizy iHQOPMAaTHBHOCTI IOKA3HHUKIB MOJICKYJISP-
HO-IIMTOTEHETHIHOTO METOIy BUKOPHCTOBYBAJIH ICHT-
paJbHUN MOMEHT TPETHOTO Ta YETBEPTOTO IOPSAKIB.
OCHOBOIO YaCTOTH BUKOPHUCTAHHS OyJ0 BHBUCHHS aCH-
METpii Ta MOKa3HUKIB eKcllecy po3mominy. Sk Bimomo,
(GYHKIISA NIUTBHOCTI WMOBIPHOCTI p (X) HE 3aBXKIH CH-
METPHYHA, SIK [IPU TayCiBCbKOMY po3moziti. Hanpukman,
HeoOXiTHO oxapaktepu3yBatu (opmy kpuBoi. 1o omun
OiK MOJIM 3HAXOAMTHLCS OLTBII MPOTSIKHA JIISTHKA KPH-
BOi, a IO APYTHH - OLIBII KOpoTKa. SIKIIo OUIBII Mpo-
TSDKHA DUITHKA JISKHUTH TIPABOPYY BiJ BETUYUHHA MaTe-
MaTHYHOTO OYiKyBaHHS M (X), TO IEHTPaIbHAH MOMEHT
TPETHOTO MOPSIIKY Oyzie TTO3UTHBHUM. ACUMETPIs B IIEO-
MY BHUIAJKY PaXyEThCS MO3UTUBHO. Y TPOTUIC)KHOMY
BUTAaKy BOHA HETaTHBHA. AJIe OCKUIBKH Y IICHTPAIEHO-
r0 MOMEHTY TPETHOTO IOPSAAKY € MOXHOKa (BIH Mae
CBOIO (pi3UYHY PO3MIPHICTh), BUKOPHCTOBYBAIM O€3p03-
MipHY XapaKTepPHCTHKY - MOKa3HUKU aCHMETPii:

4, = m, (3X)-
o

X

3aCTOCOBYBaJ'II/I TaKOX ITOKa3HUKHU €KCLECY

my(x
s:#—}
o

X

Y HU3II BUIA/IKiB BHKOPUCTOBYBAIN OHATTS MOJH T
aMIDTITYTd MOJIH, SKI TPAKTYBaJH B PO3YMiHHI MaKCH-
MyMy camoi HMOBIPHOCTI.

ITocranoBka 3aBaaHus. Bigomo, 1m0 Mo3ainusM 3a
TI€IO YU 1HIIOI0 XPOMOCOMOIO MOXKE OOYMOBIIOBATH Y
JIFOZIMHU aHOMAJTiT pO3BUTKY. Y HOCITB MO3ai4HOT0 KIIOHY
KJIiHIYHA KapTHHA OUIBII CTepTa, HIXK Y IHAMBIIIB 3 TO-
U3My 3a XxpoMocoMaMu 18 abo 21 y peHOTHTIITHO HOP-
MaJbHUX OATHKIB JITEH 3 aHEYIUIOITIEr0 (TPUCOMI€ErO 3a
xpomocomoro 18 abo 21) [3, 4].

Otpumani pesyastat. [IpoBeneHo IuUTOreHETHY-
HU aHaii3 45 nonpyxHiM mapam. CepeTHii BiK OAPYKHIX
map CKJIaB JUIs KiHOK 31,4 poKy, a JuIst 4OJIOBIKiB - 34,7
POKy. BusiBiieHO 6 40JOBIKIB Ta 7 %IHOK 3 MO3aIl[M3MOM
roHocoM. lluToreHeTHYHMI aHaNi3 TO3BOJIHMB BUSBUTH
1-2 KIIITHHH 3 aHEYIUTOIIEF0 TOHOCOM. Y Tabmuisx 1 12
MPE/ICTAaBICH]I Pe3yNbTaTH IUTOTCHETHIHOTO Ta MOJIe-
KYJSIPHO-IIUTOTEHETUIHOTO OCTIPKEHB TIOIPYKHIX ap.

B pesynpraTi MUTOTEHETHYHOTO MOCITIMKEHHS IOT -
PYKHIX rap HaMu OyJI0 BUSBIICHO BHIIA KK HASBHOCTI KJTO-
HY KJITHH 3 JHCOMI€I0 XpoMocoMd X. Y YOTHPBOX 4O-
JIOBIKIB OyJa BUsBJICHAa ofHa MeTadasa 3 aHOMAJIBHOO
KUTBKICTIO XpOMOCOMH X 3 25 TpoaHalli30BaHUX KJIITHH,
IIIe OJIFH BHIAJOK CTOCYBAaBCS iHIIOI TOHOCOMH - Y Kpim
MO3ai3My XpOMOCOMH Y, Y TAIliEHTa Y BCIX KIITHHAX
OyJa BUSBJICHA TICPUIICHTPUYHA 1HBEPCISI XPOMOCOMH 2
(Bumasok M4, Ta6ur. 1). Y mocroMy BUINIAKy OyJia BUSB-
JICHa TETPacoMisi XpoMOCcOoMH Y B OJTHIH KITiTHHI 3 25 TIpo-
aHami3oBaHuX (BUNaJok M5, tabm. 1). OTxe, y 1rectu
BUTAJIKaX BIJICOTKOBE CITiBBIJHOIICHHS aHOMAJIEHOTO KII0-
HY KJTiTHH J0 IIPOaHaNIi30BaHHUX KIIITHH CTAHOBHUIIO 4 %.

Jlns Beix BunazakiB 3actocoBano FISH-metozn. B xomi
MOJIEKYJISIPHO-IIUTOTCHETUIHOTO aHaJli3y CTAaBHIU 32
METy BCTaHOBJICHHS HASBHOCTI/BIICYTHOCTI aHOMAIIb-
HOTO KJIOHY KJIITHH 3 aHEYIUIOilieto XxpoMocoM X abo
Y, a TaKOK BCTAHOBJICHHS CITiBBITHOIICHHS HOPMAIIb-
HOTO W aHOMAaJBHOTO (-MX) KIIOHIB B KOKHOMY KOHK-
peTHOMY BHUMAAKy. MOIEKYISIpHO-IIUTOTCHETUIHE
JOCIIKSHHS I ATBEPAIIO HASBHICTh KJIIOHY KIIITHH 3
IMCOMI€I0 XPOMOCOMHE X B TPBOX 3 YOTHPHOX BHUIAKIB,
TaK0X HasBHICTb KJIOHY KIIITHH 3 IUCOMI€I0 XPOMO-
comu Y B OIHOMY BUTIJIKy (Bumagok M4, ta6n. 1), a
B pa3i Bumanky M5 m03BOJIIIO BUSIBUTH HasBHICTE HE
OJTHOTO, a JIBOX aHOMAaJbHUX KIIOHIB 3 TUCOMIEIO Ta
TeTpacoMieio xpomocomu Y. Cepen BUSBICHHX IIH-
TOTCHETHYHHM aHANi30M YOTHPHOX BHUIIAIKIB i3 IH-
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coOMi€r0 XpoMocOMH X Y 00CTEKEHUX YOJIOBIKIB MO-
JEKYJSIPHO-IIUTOT€HETUIHUH aHai3 He IiATBEpIUB Ha-
SIBHOCT1 KJIOHY KJIITHUH 3 JHCOMIED XpOMOCOMH X y
pasi M6 - y BCiX IpOaHalli30BaHUX I'ATUCTAX 1HTEP-
¢ba3HuX sapax OyB MPUCYTHII JHIIE OAUH CUTHAI, IO
Mapkipye xpomocomy X. TakuMm 4mHOM, KapioTHIl y
JIaHOMY BUMAJKy OyB BU3HA4YeHUH K 46,XY.

MEOWYHA IHO®POPMATUKA
TA IHXEHEPIA

Cepen 00CTeKEHUX KIHOK IUTOTCHETHYHHUN aHai3
BHSIBUB 7 BHITaJIKiB HASBHOCTI KJIOHY KJIITHH 3 MOHOCE-
Mi€l0 (TPHCOMIEI/TETPACOMIEID) XPOMOCOMHU X, TIPH
[ILOMY 9acTKa KIITHH 3 MOHOCOMIEI0 XpOMOCOMH X CTa-
HoBwia 5 % (Bumanku F2, F3, F4, F6) i 8 % y Bumanxy
F1 (ta6:x. 2). Y Bunaaky F7 Oyna BusiBiieHa o/1Ha KITiTH-
Ha 3 Kapioturiom 47,XXX 3 25-tv npoanaiizoBanux. Mo-

Ta6auus 1. Pe3ynbTatd MUTOrEHETHYHOTO Ta MOJIEKYJIIPHO-ITATOTeHETHYHOTO JOCIIPKEHh BHIIAAKIB MO3ailn3-
My 3a TOHOCOMaMH cepeji 00CTeKEHHUX YOJIOBIKIB

. Pesynbrar
Ne Bik, Pe3yapTaT MOJEKYJISPHO-UHUTOTCHETHIHOTO
3/1 Bunagkn poxu CTaHAapTHOTO . JOCIIIKEHHS
LUTOTCHETUYHOTO JIOCIHiIKEHHS
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)(pl1.2q13).
[11/46,XY,inv(2) (pll.2q13)[24] nuc ishYcen (DYZ1x2) [127]/
46,XY,inv(2) (pl1.2ql3).
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]

Taéauus 2. Pe3yipTaTd [UTOIEHETUYHOTO Ta MOJEKYIIIPHO-IIUTOrCHETHYHOTO OCII/KEHb BHITAIKIB MO3ailH3-
My TOHOCOM cepell 00CTSIKEHUX KIHOK

. Pe3yapTaT CTaHAapTHOTO
Ne Bik, Pe3yapTaT MOJEKYISPHO-LHUTOTCHETUIHOTO
o/ Bunanku poK LII/ITOFeI.{eTI/I'{HOFO [ —
OCITiIKEHHS
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]/
[17/46,XX[23] 47,XXX.nuc ishXcen
(DXZx3)[23]/ 48,XXXX. nuc
ishXcen(DXZx4)[13]/46,XX.nuc ishXcen
(DXZx2)[377]
6 (F6) 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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JIEKYJISPHO-IIMTOTCHETUYHNN aHalli3 MiITBEPAUB Ha-
SIBHICTb KJIOHY KJIITHH 3 aHEYILIOii€l0 XpoMocoMu X y
BCIX BHITQ/IKaX, a TAKOXK BUSIBUB JIOJIATKOBI KJIOHU KJTITHH
3 aHOMAJIBHOIO KIUTBKICTIO XpOMOCOMH X B TPbhOX BH-
nagkax F5, F6, F7 (tab6n. 2). Tak, y Bumagky F5 3a no-
nomoroto FISH-metoy Oyiio BUsIBIIEHO HE TPH, a YOTH-
PH KJIOHH KIIITHH. BiImoBiIHO, KapiOTHIT B JAHOMY BH-
najaky OyB Bu3HaueHWi sk: 45,X [87]/47,XXX[23]/
48, XXXX [13)/46, XX[377]. Y Bunaaky F6 monekysp-
HO-IIUTOT€HETUYHE JOCIIDKEHHS TI0Ka3aJl0 TaKOX Ha-
SIBHICTb I1I€ OJTHOT'O KJIOHY KJIITHH, HE BUSBJIICHOTO B pe-
3yJIBTATI IUTOreHETHYHOTO aHamizy. KapioTum B Janomy
BHIIaAKy OyB BH3HaueHHU sk: 45,X[45]/47,XXX[18]/
46,XX [437]. ¥V Bumanky F7 nuToreHeTHUHWH aHAai3
MOKa3aB HasBHICTh TPUCOMIT X B OJTHIH KIITHHI 3 25-TH.
FISH meron BUSABUB L€ ABAa KIOHU KIIITHUH - 3 MOHOCO-
MIEIO 1 TETPACOMIEID XPOMOCOMH X.

OTxe, TPY MIPOBEICHH] MOJICKYJIIPHO-IIATOT €HETUYHO-
ro JOCHiJDKeHHs 3a jornoMoror FISH-meromy Oyio
MiATBEPKEHO HASBHICTH MO3AIlM3My TOHOCOM B 12-TH
BHITaJIKaX, B OHOMY BuMaaKy (M6) aHOManbHUN KIIOH
OyB BiJICYTHIH. 3 JBAaHAALATH MiATBEPHKCHUX BUTIAIKIB
B YOTHPHOX OYJI0 BUSIBIICHO HAsIBHICTB JIOAATKOBOTO aHO-
MaJbHOTO KJIOHY (BUMagok M5, Tabi. 1 iBunaaku FS5,
F6, F7 ta6un. 2).

BifcoTkoBe CIiBBIAHOIIEHHS aHOMAIBHUX 1 HOpMaJTb-
HUX KJIOHIB JUIsl KOXKHOT'O BUTIAJIKY TIPEJICTABIICH] B Ta0JI.
3. SIkmio mpu UTOreHETHYHOMY aHalli3i BiICOTOK aHO-
MaJIBHOTO KJIOHY CTaHOBHB 4-5 %, TO MICIIS IPOBEICHHS
MOJICKYJIIPHO-ITATOTeHETHYHOTO aHaJli3y KJIOH 3 JHCO-
Miero xpoMocoMu X y 4oJoBikiB ckimaB 17-21,6 %. Ce-
pell KIHOK, 110 MaJIH TiTbKA OJMH aHOMAJIBHUH KIIOH - 3
MOHOCOMI€EI0 XpOMOCOMH X, BIZICOTOK KITITHH CKJIaB BiJI
16,4 no 24,4 %.

Tab6auus 3. CriBBiAHOIICHHS MO3aiYHHX KJIOHIB ITiCJ)IA TpoBeeHHS iHTpedasHoro FISH-anamizy

Bui- Kinbkicts curnainis (%)
IanKH Kinpkicts
X XX XXX XXXX Y YY YYY YYYY npoaHali-
30BaHUX KIITHH

M1 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%)

F1 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
A7%) | (75%) | (4%) | (%)

F6 45 437 18 500
O%) | (87%) | (3%)

F7 120 312 43 25 500
Q4%) | (62%) | (8%) | (5%)

OorosopenHs pe3yabTatiB. HakomudeHi 10 11b0ro
gacy JaHi 3 MUTOTCHETHIHOTO JOCIIKSHHS O3 THIX
MOIPYKHIX TMap AEMOHCTPYIOTH IiIBUINEHY YacTOTY
XPOMOCOMHHUX aHOMAIiH, cepell sSIKUX 3HAYHy YacTHHY
CKJIaJIal0Th abepallii TOHOCOM - CTPYKTYPHI Ta KUTBKICHI
agoMaiii [5-10]. 3B'sI30Kk MDXK YOJIOBIYMM O€3ILIIIAIIM,
00yMOBJICHUM a300CIIEpMi€l0 a00 BaXKKOK OJIr0300cC-

MIEPMIE0 1 aHOMAJTBHUM KapioTHUIIOM, BCTaHOBIICHO [11-
13]. V Toii e yac ocTaHHI JJaHi CB1T4aTh PO HECIIOIi-
BaHY JIIS TOCJTITHUKIB TiABUICHY YaCTOTY HONIHPEHHS
XPOMOCOMHHUX aHOMaTil y xiHOK [14, 15]. Tak, npose-
JieHe OOCTEe)KCHHS TOJPYXKHIX Tap, AKi 3BEPHYJIHCT Y
3B'A3KY 3 O3IUTIANAM, BUSBHIO XPOMOCOMHI aHOMAJTii
cepen YoNoBiKiB B 4,5 % Bumnajkis. [1pu nbomMy gactora
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KUTBKICHUX 1 CTPYKTYPHHX aHOMAJIii CTaTEeBUX XPOMO-
coM ctanowia 1,5 %. Cepen oOCTeKEHUX KIHOK XPO-
MOCOMHI aHOMaJIii Oynu BusBieHi B 9,8 % BUMAAKIB, IpH
OMY aHOMAJTii, TOB'I3aHi 31 CTATEBUMH XPOMOCOMa-
MU, OyJv BUsiBIIeHI B 7,5 % Bumazkie. [loka3HUK iMIUIaH-
TaIii eMOpioHa JIJIsl )KiHOK 3 ayTOCOMHOIO TIepe0y10BOIO,
ctaHoBUB 16,3 %, 115 )KIHOK 3 MO3AIIIM3MOM XPOMOCO-
Mu X - 9.4 %, a mias 4gosoBikiB - 23,1 % 1a 3,8 %,
BiamoBigHo. [lomepenHi pe3ynpTaTu OKa3and HU3BKHUHA
BIJICOTOK IMIUTAHTAIli1 eMOpPiOHA Y KIHOK 3 MiHIMAJIbHIM
Mo3ainn3mMoM xpomocomu X [15].

Cepen BUSIBICHHX XPOMOCOMHHUX aHOMANiH 3HAYHY
YacTHHY 3aiiMarOTh aHOMaJIil, MOB'sA3aHi 3 MO3ailU3MOM
ronocoMm [16, 17]. ComarnyuHuii MO3ailii3M - HAsABHICTh
B OpraHi3Mi T€HETHYHO PI3HUX KIITHHHHX MMOMYJISLIHN -
MO€ 3yMOBJIFOBATH BHY TPIIIHBEOYTPOOHY 3aru0eb mio-
Ila, BHYTPIIIHEOYTPOOHY 3aTPHMKY PO3BUTKY, HAPOIIKEH -
HS TUTHHU 3 XPOMOCOMHOIO TIaTOJIOTi€0 a00 3 po3yMo-
BOIO BIJICTAICTIO, a TAKOXK CIIOHTaHHI abopTH abo Oe3-
LTI Yy TToApY KHIX map [18, 19].

Mo3ainu3M 3 KIIOHOM KJITHH, SIKHI MICTHTh aHOMaJlb-
HY KUIBKICTh TOHOCOM, HaW4YacTile 3yCTpI4aeThes Y
HociiB cuaapomy lllepemercbkoro-TepHepa, cCHHAPOMY
Knaitaenbrepa, mpu cuaapomi Tpucomii X. Tak, cHHI-
pom lllepemeBcrkoro-Tepuepa B 40-50 % Bumanmkis
00yMOBJICHUIT MOHOCOMi€l0 XpoMocomu X, pemra 50-
60 % BUMAIKIB CyIPOBOIKYIOTECS a00 CTPYKTYpHUMHU
nepeOyaoBaMu XxpoMocoMm X abo Y, abo Mo3ailu3MoM
[16]. Cepen mamieHTiB 3 cuHapoMoM KiaiiHdenbTepa
MO3aTYHUH KJIOH 3 THCOMIEI0 XPOMOCOMH X BHSIBJISETh-
csiB 15-20 % (sx BapiaHTH MO3aill3MY 3yCTPIYarOTHCS
kapiotnnun XY/XXY1 XX/XXY) [16, 20, 21]. dus go-
JIOBIKiB 3 MO3aidHOI0 (hopMoro cuHapomy KiaitHdens-
Tepa CIiI BPaxOBYBaTH PE3YNbTATH IUTOTCHETHYHOTO
Ta MOJIEKYJIAPHO-IUTOT€HETHIHOTO aHANI31B, OCKUTBKH Y
HUX CIIOCTEPIraeThCs aHEYIIOAisi TOHOCOM 1 B CliepMa-
To30imax (4acrota crtaHoBUTh 1,23-3,45 %) [22-24].
BianoBigHo, 11 TaKWX MAIIEHTIB PU3UK HAPOJKCHHS
JTUTHHU 3 aHEYIDIOIMIEI0 32 ayTOCOMOIO 200 TOHOCOMOIO
miaBuImeHui [25, 26]. Tlomicomis Y 3ycTpidaeThes ce-
pell YOJIOBIKIB HAWYACTIIIIE Y BUTJISII TUCOMI (KapioTHIT
47,X¥Y” 3 gacrororo 0,75-1 na 1000 HOBOHApOKEHUX
xyomuukiB) [16]. JIucomis Y omucana K MOBHA, TaK i
MoO3alJHa - 3 HACTYITHUMHY KJIITHHHUMH JiHIAME: 45,X;
46,XY;47,XXY;48,XXYY [16, 27].

OHUM 3 BUIB MO3AIIH3MY € MiHIMAIIbHUH, a00 MpH-
XOBaHu#, Mo3ainu3m [8, 15]. BB Takoro MiHiMajabHO-
T'0 MO3aiII3My Ha PETPOIYKTHBHY (PYHKIIO TOAPY KK
B JIAaHWH Yac TUCKyTyeThes [7, 8, 10, 14, 28]. Tak, Schreus
et al. BBakaroTh, IO MOMIOHI 3HAXIAKM MIHIMAJILHOTO
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Mo3ailli3My 4acTo MpUTaMaHH1 )KiHKaM BIKOM > 35 poKiB
(3a JTaHMMH THIIHX aBTOPIB - > 45-60 pPoKiB) 1 IEMOHCT-
PYIOTh COMaTHYHMN Mo3ainu3Mm [9]. B OinbmocTi BH-
MajaKiB BUABJIEHHS OJIHIEI KIITUHHU 3 aHOMAJIBLHOIO
KUTBKICTIO XpoMocoMu X a00 Y TpH MpOBECHHI CTaH-
JapTHOTO UTOTCHETHYHOTO aHAaJI3y CIIPUIMAEThCS U~
TOTCHETHKAMH SIK apTe(akT i He KOHCTATYETHCS B ITH-
TOTEHETUYHOMY BHCHOBKY. JliTepaTypHi Keperna moka-
3YIOTh BEIIMKY PO301KHICTh HE TIILKH y BH3HAYCHHI
SIBUIIA MIHIMAJILHOT'O MO3aillu3My, ajie i B METOI0JI0Ti4-
HOMY miaxoni (MaeThcs MPO KUIBKICTh aHANTi30BaHUX
MeTadas IS BCTAaHOBJICHHS (akTy Mozainnimy). Tak,
3a pekomenaarisimu Peschka et al., 1999, mpu BusBJICHH]
1 kimiTaEY 3 20 TPoaHATi30BaHKUX CITiJl TPOIOBYKUTH aHAI3
10 50-100 merada3s [8]. IH1ri aBTOpH 30UTBIIYIOTH aHATI3
10 30 xmitus [10].

Buxkopucranus FISH-metony mo3Bosisie GiLIbIT TOYHO
BCTAHOBHTH HASBHICTH/BIICYTHICTH KJIOHY (200 KIIOHIB)
KIIITHH 3 aHOMAJIBHOKO KUTBKiCTIO XpoMocoMu X abo Y,
a TAKOK BUSIBUTH ICTUHHE CITIBBIJHOLIIEHHS KJIOHIB KITITHH.
e omHUM MiATBEPIHKEHHAM MOXKIHBOCTI MO3AIH3My
€ BU3HaYCHHSA KoeQilieHTiB acumetpii 1 eknecy. FISH-
METOJ iHPOPMATHBHHI SK Ha Mpo- i MeTadhasHux mpe-
naparax, Tak i IpH aHaTi31 KIITHH, 0 He IUIIThcsa. Me-
TOJI Ti0puan3allii in situ Ha iHTep(ha3HUX KIITHHAX IIAPO-
KO BHKOPHCTOBY€ETHCS B IIPEHATANBHIN MIarHOCTHII IS
IIBUIKOTO BUSIBIICHHS HAHOLTBIII HOMIMPEHUX XPOMOCOM -
HUX aHEeYIUIOinii - Tpucomii xpomocom 13, 18, 21. Oc-
TaHHIM YacoM BHW3HAYEHHS CIIBBIJHOMICHHS KIIOHIB
KJIITHH IPY MO3aigHuX opmax cuaapoMis lllepernerch-
koro-TepHepa, KnaitHpenbrepa TaKOK IPYHTYETHCSI BUK-
JIIOYHO Ha aHalli3i KUIBKOCTI CHTHAJIB B iHTep(ha3HUX
KJIITHHAX.

BucuoBku. 1. [Tpsamuii FISH-anani3 6e3nocepeanso
B iHTep(a3HHUX KIIITHUHAX € HATIHHIM Ta IHPOPMATHBHAM
METO/IOM IIBHIKOTO BHUSBICHHS MO3ailU3My 3 BHCOKOIO
YYTJIMBICTIO Ta CHCIH(IYHICTIO.

2. ITiaATBepUKEHHSIM BHCOKOI BajJiJIHOCTI METOIy €
3HAYEeHHS KOeQiIlieHTIB acHMETpii Ta ekcrecy. BoHm x
MOKYTh BUKOPHCTOBYBATHCSI IS IMBUAKOI OITIHKA HasB-
HOCTI ITATOJIOT1.

3. OTpuMaHi pe3yJbTaTH CBIIYATh MPO HEOOXITHICTH
MPOBEICHHS MOJICKYIIPHO-IUTOTCHETHIHOT TiarHOCTHU-
KM TOJAPYXKHIM TapaMm 3 Oe3IUTiAasIM NP BHSABJICHHI
HaBITh OJHIET KIIITHHH 3 aHSYIUIOIIIEIO 32 XPOMOCOMOKO
X abo Y cTaHAapTHUM IHUTOTCHETHYHUM METOIOM.

4. Pe3ynbTaTH, oTpuMaHi micist npoBeneHHs FISH-miar-
HOCTHWKH, CIiJI BpaXOBYBaTH IIPH MPOBEICHHI MEIIKO-Te-
HETUYHOT'0 KOHCYJIETYBaHH CiM'i 3 METOIO pO3POOKH TaK-
THKH BEJICHHS MOPY>KHIX Tap 3 MpoOJIeMaMHy PEPOTYKITii.
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