Bicuuk JlHinponeTpoBchKoro yHiBepcutery. bionoris. Meaununa
Visnik Dnipropetrovs’kogo universitetu. Seria Biologia, medicina

Visnyk of Dnipropetrovsk University. Biology, medicine.
2013. 4(1)

ISSN 2310-4155

www.medicine.dp.ua

YK 575.155:616.697

XpoMocoMHi aHOMAJIii y Y0/10BIKiB
i3 pi3HUM CcTyneHeM NOPYLIEHHS ClIePpMATOreHe3y

JLS. Twmar', J1.O. Criinenxo', B.J1. 3ykin', H.M. Bibko®

Kninika penpooykmuernoi meouyuru «Haoiay, Kuis, Ykpaina
2 . .
Llenmp monexyniApHUX Ma KNIMUHHUX 00CTIOHCEHD
Hayionansuozo ynisepcumemy «Kueso-Moaunancoxa akademisny, Kuis, Yxpaina

TIpoBeneHo aHai3 YacToT i TUIIB XPOMOCOMHHUX aHOMAJTIH y 724 4OINOBIKIB i3 Oe3ITimsiM. AHOMAIT KapioTUITy BHSBIICHO Y 48 (6,6%)
TaI[ieHTIB. AHOMAaUIIT ayTocoM cKiiaiu 67%, ronocoM — 33%. AHoMatil ayTocoM IpeICTaBIeHO CTPYKTYPHUMH ItepedynoBamu. PenunpokHi
TpaHcnoKani BusiBieHo y 19 nauieHtiB (2,6%), pobdeprconiBebki TpaHcnokawii — y 9 (1,2%), iuBepcii — y 4 (0,6%). AHoMaitii roHOCOM
BKJIFOYaNTH 14 BUIAKIB aHEYIUIOiAIl CTAaTEBUX XPOMOCOM Ta 2 BHMAIKH TepMiHanbHOI menerii xpomocomu Y. Cunapom Kiaitadpensrepa
BHSIBJICHO Y 67% MALi€HTIB 3 a300CNEPMi€I0. 3apeecTPOBAHO JIOCTOBIPHE MiIBUILIEHHS YaCTOTH KUIBKICHUX XPOMOCOMHHX aHOMAJIIH y TpyIi
manieHTiB 3 azoocnepmieto (P < 0,001). PizHuIi y yacToTax CTPYKTYpHUX aHOMAJIH y MiArpymnax MAlli€HTiB He BUSBJICHO. 3apeecTpOBAHO
ITiIBUIICHHS YaCTOTH XPOMOCOMHHX aHOMAJI{ y MIArpyHax MAIi€HTIB 31 3HWKEHHAM KOHIIEHTpALil CIIepMaTo30i1iB. XpOMOCOMHI aHOMAJTi{
BUSIBIICHO 3 4acToTolo 1,1% y mamieHTiB i3 HopMo3oocnepMieto, 4,3% — y mamieHTiB 3 acTeH0300cHepMielo, 6,5% — y MallieHTIB 3 oJiroacre-
Ho300cHepMmieto, 11,6% — y manieHTiB 3 oiroacTeHoTepaTo3oocmepMiceio ta 35,0% — y mamieHTiB 3 azoocnepmielo. BusBieHno mpocroBipHe
MIBUIIICHHS YaCTOTH XPOMOCOMHHX aHOMAiil y marieHTiB 3 azoocnepmiero (P < 0,001) ta onirozoocnepmiero (P < 0,001), mopiBHSHO 3
4oJIOBiKaMu 0e3 BiJIXHMJICHb MOKA3HHKIB criepmorpamu. OTpHMaHi pe3ysibTaTH PO3IVIHYTO B KOHTEKCTI iX 3aCTOCYBaHHS JUISl BU3HAYCHHSI
IPYIIH MALI€HTIB, JOCIIDKSHHS KapiOTHUITY SIKMX HEOOXiAHE repe/] POBEICHHSIM LIMKIIIB JOMOMDKHUX PEIPOIYKTUBHIX TEXHOJIOTIH.

Kmouosi cnosa: XpoMOCOMHI aHOMaJTii; Oe31UTi IUIsT; KapiOTHIT; a300CIEPMIst; OJIIr0300CIepMist

Chromosomal abnormalities in patients with sperm disorders
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Chromosomal abnormalities are among the most common genetic causes of spermatogenic disruptions. Carriers of chromosomal ab-
normalities are at increased risk of infertility, miscarriage or birth of a child with unbalanced karyotype due to the production of unbalanced
gametes. The natural selection against chromosomally abnormal sperm usually prevents fertilization with sperm barring in cases of serious
chromosomal abnormalities. However, assisted reproductive technologies in general and intracytoplasmic sperm injection in particular, en-
able the transmission of chromosomal abnormalities to the progeny. Therefore, cytogenetic studies are important in patients with male factor
infertility before assisted reproduction treatment. The purpose of the current study was to investigate the types and frequencies of chromo-
somal abnormalities in 724 patients with infertility and to estimate the risk of chromosomal abnormalities detection in subgroups of patients
depending on the severity of spermatogenic disruption, aiming at identifying groups of patients in need of cytogenetic studies. Karyotype
analysis was performed in 724 blood samples of men attending infertility clinic. Chromosomal preparation was performed by standard tech-
niques. At least 20 GTG-banded metaphase plates with the resolution from 450 to 750 bands per haploid set were analysed in each case.
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When chromosomal mosaicism was suspected, this number was increased to 50. Abnormal karyotypes were observed in 48 (6.6%) patients,
including 67% of autosomal abnormalities and 33% of gonosomal abnormalities. Autosomal abnormalities were represented by structural
rearrangements. Reciprocal translocations were the most common type of structural chromosomal abnormalities in the studied group, de-
tected with the frequency of 2.6% (n = 19), followed by Robertsonian translocation, observed with the frequency of 1.2% (n = 9). The fre-
quency of inversions was 0.6% (n = 4). Gonosomal abnormalities included 14 cases of sex chromosome aneuploidy and 2 cases of terminal
deletion of Y chromosome. Klinefelter syndrome was detected in 67% of patients with azoospermia. A significant increase in the frequency
of numerical chromosomal abnormalities was observed in a group of patients with azoospermia (P < 0.001). No differences were detected in
the frequency of structural abnormalities in subgroups of patients. An increase in the frequency of chromosomal abnormalities with the de-
crease of sperm count was observed. Chromosomal abnormalities were detected with frequency 1.1% in a group of patients with nor-
mospermia, 1.9% in a group of patients with asthenozoospermia, 4.3% in patients with asthenoteratozoospermia, 6.5% in patients with oli-
goasthenozoospermia, 11.6% in patients with oligoasthenoteratozoospermia and 35% in a group of patients with azoospermia. Significant
increase of the prevalence of chromosomal abnormalities was detected in subgroups of patients with azoospermia (P < 0.001) and oligozoo-
spermia (P = 0.001) as compared to patients with normozoospermia. These results are considered to be criteria for selection of patients in

need of cytogenetic studies before in vitro fertilization cycles because of the highest risk of chromosomal abnormalities detection.
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Beryn

PenpoaykTiBHI ipo0ieMu BUHUKAIOTH Y 15% moapyx-
Hix nap (deKrester, 1997). [Ipr6au3HO y NOJIOBHHI BUIIA/IKIB
pUYHHA 03T MoJIsrae y Yosiosiuomy dakropi. Y 30%
TIAIIEHTIB MICI 00CTEKECHHS HE BIAETHCA 3’ SICYBaTH €TIONO-
riro Oe3InIis Ta JoJIoBlYe Oe3IUIiid BU3HAYAIOTh SK 1110-
natudHe. 3HayHa BapiaOesbHICTh MOpPYIIEeHb ClIepMaToreHe-
3y y MAIi€HTIB 13 OS3ITIAM, a TAKOXK PI3HUILT TIPOTOKOIIIB
OOCTEe)KCHHSI ¥ PENPONYKTUBHUX KITIiHIKAX YHEMOXKIHBITIO-
IOTh YiTKE BHU3HAYEHHS 1MIOTIATHYHOrO OE3IUTIIIs. fIMOBip—
HO, y OLTBIIIOCTI BUMA/IKIB 1110MaTHYHOTO O3S eTioNo-
rYHUM YMHHUKOM € reHetH4Hi nopymenHs (Huynch et al.,
2002). XpomMocoMHi aHOMaTii MOXKYTb OyTH OJHIEIO 3 TIPH-
YYH TIOPYILLIEHHS CIIepMaTOreHe3y Y Mali€HTIB 13 0e3IuTi M
(Harton and Tempest, 2012; Giwersman, 2012). Cepen xpo-
MOCOMHHUX aHOMAJIill BUSABIISIOTH 3MiHH KUTBKOCTI CTATCBHX
XPOMOCOM 1 CTPYKTYpHi Nlepe0y0BH ayTOCOM (PELMIIPOKHi,
PpOoOEpTCOHIBCEKI TpaHCIIOKallil, iHBepcii, 1HCeplii, MapKepHi
XpOMOCOMH), YacTOTa SKHUX 3aIEKUTh Bil 0COOMHMBOCTEH
nocrimkyBanoi rpyrm (Martin, 2008; O’FlynnO’Brien et al.,
2010; Wang et al., 2010; Yatsenko et al., 2010; Dul et al.,
2012). Yepes BUCOKY WMOBIPHICTb YTBOPEHHS He30aIaHCO-
BaHUX raMeT y HOCIiB XPOMOCOMHHUX aHOMAJI ITi/IBUIILYETh-
Csl PU3UK HEBHHOIITYBAaHHS Ta HAPOKEHHS JTEH i3 XpoMmo-
comHor0 marojorieto (Stephenson and Sierra, 2006). Y Hop-
Mi ramMeTH i3 XpOMOCOMHHUMH aHOMAJiSIMU MarOTh HU3bKHN
HOTEHIaJI 0 3aILTiHEHHSI.

[puponHa cenmexuist cnepMaro30iniB i3 HOPMAaIBHUM
XPOMOCOMHHIM HabOpOM, sIK TIPaBHJIO, 3a1100irae yTBOPEHHIO
3UTOT 13 XPOMOCOMHHMH aHoMalissMi. OHAK IOTIOMDKHI
penponykruBHi TexHoorii (JIPT), 30kpema iHTparmrora-
3MatnaHa iH’ekuist crepmarosoiga (ICSI), 3abesnedyrots
TIOJIOJIAHHS TAHOTO e(peKTUBHOTO TPHPOIHOTO Oap’epy i, 5K
HACIIZIOK, YMOK/IMBIIFOIOTH IIepeiady XPOMOCOMHOI IaToJIo-
rii HamagKaMm, [0 IIABMINYE PU3UK BHHHKHEHHS B HHX
aHomaiiii reHernuHol npupomu (Georgiou et al., 2006;
Lipshultz and Lamb, 2007). Tomy nepen BUKOpHCTaHHSIM
JPT pekoMeHIOBaHO JOCTIPKCHHS KapiOTHITY YOJIOBIKIB i3
BIIXWJICHHSIMU TTOKa3HUKIB criepMorpaMu. OHaK peKOMeH-
Janii Moo KapioTHITyBaHHS BIAPI3HSAIOTECS Y PI3HUX Kpai-
Hax Ta He 3aBX/M 30IratoThesl 3 MPAKTUKOIO. 30Kpema, AMe-
PHMKaHCBKa acoIiarlis perpoyKTHBHOI METUIINHN PEKOMEH-
JIy€ TIPOBEICHHS INTOI€HETHYHOTO JTOCTI/PKEHHS Y TAIIEHTIB
13 HEOOCTPYKTHBHOIO a300CIEPMIEI0 Ta TSHKKOIO OJIr0300C-
nepMiero (KOHIEHTpartis criepMarosoinis <5-10 x 10° mr )

1o nposeneHas ICSI (ASRM, 2006). bputancekuii Hartio-
HaJIbHUI IHCTUTYT 310POB’sl Ta SIKOCTI MEAMYHOI JIOTIOMOTH
pekomeHye nociipKyBath Kapiotun nepen ICSI y narttien-
TIB 13 «TSDKKMM J1eDilMTOM CriepMaro3oiiiBy 0Oe3 4iTKoro
BusHaueHHs jgaHoro noHATTs (NICE, 2004). BpaxoByrouu
PO30DKHOCTI Y pEKOMEH/IAIIISAX MO0 KapiOTHITYBaHHS TIalli-
enriB niepen ICSI, meroro manoi pobOTH OYIIO OLIHKUTH Yac-
TOTY BHSBJICHHS XPOMOCOMHHX aHOMAJIH y TAII€HTIB i3
PI3HHM CTYIEHEM TSDKKOCTI MOPYIIECHBb CIIEpMATOTeHe3y Ta
BU3HAYUTH TPYIY MALIEHTIB 13 HAUBHUIINM PU3UKOM XPOMO-
COMHHX aHOMAJIiH, TOCTIKEHHS KapiOTHITy SKHX € Haimo-
HUTBHIIINM Tiepe]T mpoBeneHHsM mukotiB JIPT.

Martepian i MeTOAH J0CTiIZKEHD

[IpoBeneHo LUTOreHETUYHE JOCIIPKEHHS JIIM(OIMTIB
nepudepuyHoi KpoBi 724 YOJOBIKIB, IO MPOXOIMIN IEep-
BUHHE OOCTEXEHHs Y 3B’s13Ky 3 OesrumiyiM y KiiHiui pe-
npoxyktuBHOi Meanuman «Hanis» 13 ciuas 2009 no cep-
nenb 2012 poxy. CepenHiii BiK Tali€HTIB cTaHOBHB 35,2 +
6,0 pokiB. XpOMOCOMHIMH aHOMAJTiSIMHA BBaXXKaJTH KUTbKICHI
Ta CTPYKTYpHI MepeOyI0BA XPOMOCOM; MOTIMOp(hHI BapiaH-
TH PO3TIIIANM SIK BapiaHT HOpMHE. L[uroreHeTnaHmil aHai3
npoBoain Ha GTG-apOoBanux MeTadasHUX IUIACTHHAX
JiM(OLUTIB epU(eprUIHOi KPOBi 3 PO3IIIBHOIO 3IaTHICTIO
550 Tta Oinblie AUCKIB HA TAIUIOIIHAN T€HOM BiAINOBIAHO 10
MixnaponHoi HoMeHKIaTypu xpomocoM JiroquHu (ISCN
2009). YV koxHOMY BUMaAKy aHamizyBaau 20 meradazHux
TUIACTHH; TP MiJ03pl Ha MO3aill3M KUIBKICTh MpoaHati3o-
BaHUX IUIACTUH 3011bIIyBaiy 110 50.

OWiHKy esIKyJISTY TPOBOAMIIH 3Ti/IHO 13 KpHuTepisimu Bcee-
CBiTHBOI OpraHi3auii oxoponu 310pos’st (WHO, 2010). Bucho-
BOK «OJIIF0300CTICPMisD» CTaBIUIN TP KOHIICHTpALIii CriepMaTo-
30178 HIKuii, Hibx 15 x 10° Mi; Mopgonoriuni ocobmiBocTi
omixroBarm 3a Kruger et al. (1986). [l mopiBHAHHS 9acTOT
XPOMOCOMHHX aHOMAIIH Y MiATPyIax MaIieHTiB BUKOPHCTOBY-
BaJIM KpUTEpiit . JIs OIIHKM pH3HKIB 3aCTOCOBYBAIH TTOKa3-
HK criBBigHomeHHs pr3ukiB OR (odd sratio).

PesyabTaTh Ta ix 00roBopeHHs

YacToTa XpOMOCOMHHUX aHOMAJIIH y JOCHiKyBaHiil rpy-
Il mauieHTiB ckinana 6,6% (tabn. 1). AHomanii ayrocom Bu-
siBIIeHO ¥ 67% (n = 32) Bumakis, ToHOCOM — y 33% (1 = 16)
namieHTiB. AHOMaJIi TOHOCOM — HalyacTillla XpOMOCOMHa
TIATOJIOTis TAIIEHTIB 13 TSHKKUM TOPYIICHHSIM CIIepMaTore-
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Hesy. [anienTn 3 aHOMAJIIIMI TOHOCOM, SIK TIPABHIIO, XapaK-
TEPH3YIOTHCS A300CHEPMi€0. AHOMANIi CTATEBHX XPOMOCOM
3apeecTpoBaHO y 16 MAIEHTIB: JUCOMII0 XpOMOCOMU Y
(xapiotun 47, XYY) BUsIBJIEHO Y ABOX BUMaKax (OAHY MO-
BHY Ta OJIHY MO3ai4yHy); 1€ y JIBOX MAalli€HTIB 3apeecTpoBa-
HO TepMiHaJbHY Jenewito xpomocomu Yqll.2-qter, mo
BKJIIOYAE JIOKYC, SIKMH KOAye TEHH CIIepMaTOreHe3y
(Reynolds and Cook, 2005; Giwersman et al., 2012), y
JICB’SITH YOJIOBIKIB BHSBIICHO MTOBHY TUCOMIIO XPOMOCOMH X
(xapioturr 47, XXY, cunanpom Knaitadensrepa), Mo3aiuny
(hopMy — y TPBOX TTAIli€HTIB.

Tabnuys 1

YacToTa OKpeMHUX THIIB XPOMOCOMHHUX aHOMAJTiii
y naui€eHTiB i3 6e3mnigaam

Twur anomaJtii KUH,’KIC?L Yacrora, %
HAIEHTIB
PermnpokHi TpaHcIokanii 19 2,6
AHeyIIoinii cTaTeBUX XpOMOCOM 14 1,9
PobepTcoHiBChKi TpaHCIOKaLil 9 1,2
TepminainbHi genenii xpomocoMu Y 2 0,3
TuBepcii 4 0,6
Pazom 48 6,6

Cunnpom Kiaitabensrepa — HaifyacTilma aHOMatis TO-
HOCOM, SIKy BHSBISIIOTH Yy TAIIEHTIB 13 OE3MUTLAIsIM.
Ii vactora cknanae 0,1-0,2% cepel HOBOHAPOIKEHKX i 3pO-
crae 10 0,5% y marieHTiB 3 oniro3oocrepmiero Ta 11-23% —
y mamienTiB 3 azoocnepmiero (Nielsen and Wohlert, 1991;
Kleiman et al., 1996; Huynh et al., 2002). Cuanpom Kinaiin-
(enpTepa craHoBUTH 67% aHOMaIii KapiOTUITy Y TALliEHTIB
3 a3oocriepMiero Ta 19% — y HalieHTiB 3 0JIIr0300CIIEPMIEr0
(Mau-Holzmann, 2005); y nocmimkyBasiii rpymi — 75% Tta
15% signosiguo. [IpubmisHo y 80% BHMaakiB cHHIpOMY
Knaitadensrepa BHABIIIOTE HeMoO3aiuHWil Kapiotwm 47,
XXY (puc. 1), GeHOTHITIYHIM MIPOSIBOM SIKOTO € a300CHep-
mist (Lanfranco et al., 2004).

VY 20% mnattienTiB i3 cunapomoM KiraitHdpenbrepa BusiB-
JIIFOTh MO3aldHWi Kapiotur, Haidacrime — 47, XXY / 46,
XY. Mo3zaiuHuii KapioTHI JIETKO JiarHOCTYBaTH 3a HasiBHO-
CTi B JiM(oIMTax MAI[EHTIB ACKUIBKOX KIITHHHHX JIHIH,
O/IHAK HEMOXIJIMBO BHMKJIIOYUTH TOHAJHMN MO3ailM3M 32
HasBHOCTI HEMO3ai4HOTO KapiOTUITy KPOBI, IO YCKIIAJJHIOE
MEIMKO-TCHETHYHE KOHCYJBTYBaHHs Takux rauieHTiB. Ha-
SIBHICTh MO3ai4HOrO KapiOTUITy 3 HOPMAJIBHUM KJIOHOM KJTi-
THH € TIPOTHOCTHYHO CIPUSATINBILIO, OCKIIBKH, K TPABH-
70, HE CIPUYMHIOE A300CTIEPMII0, a 3yMOBIIOE MEHIII I10-
pyureHHs1 criepmaroreHesy (Maiburg et al., 2012; Oates,
2012). Y nocnipkyBaHiii Tpymi BCl TPH MAI[i€HTH 3 MO3ald-
HUM cuHApoMoM KiaiiHpensTepa XapakTepu3yBalHuCh HE
TIOBHOIO BIJICYTHICTIO CIIEPMATO30i/1iB B ESKYJISTI, & OJIiroac-
TEHO300CIIEPMI€I0 3 KOHIICHTPALIIEI0 CIICPMATO301/iB, 10 HE
nepesutyBana 5 x 10° M. Bibure toro, iMoBipHiCTb BH-
SIBJICHHSI CIIEPMATO30i/1iB y MaTepialli TECTUKYIISIPHOI Oloricii
y TALIEHTIB i3 MO3alYHUM KapiOTUIIOM 1 a300cHepMi€ero 3Ha-
YHO BHIIa. 3a JitepaTrypHumu nannmu (Schiff et al., 2005), y
TIOJIOBUHI BHIIQJIKIB TECTUKYJISIPHOI Oiormcii y mMamieHTiB i3
cuaapomoM KimaitH(pensTepa BIa€ThCS OTPUMATH CIIEpPMAaTO-
30imu. Bukopucranas ICSI y Takux mamieHTIB migBUIIye
PHBHK ITepeiadi XpOMOCOMHHX aHOMAJTii TIOTOMCTBY.

V Hu3Li JOCIHIIKEHD BUABIICHO 3aTHICTH YOIOBIUMX Te-
PMIHATBHUX KITHH i3 HabopoM XXY MPOXOIUTH MEHO3 i
yTBOptoBaTy rinepramoigni ramern XX ta XY (Huynch et
al.,, 2002). Ognak y OuLTbLIOCTI POOIT i3 BUKOPHCTAHHIM

(hiryopectienTHoi Tibpuan3zanii in situ (FISH) Ha nexonnes-
COBaHHUX S/pax CIEPMATO30iliB TAIEHTIB i3 CHHAPOMOM
Knaiindensrepa BUSBICHO 3HAYHO HIKYI YaCTOTH CIiepMa-
TO30i/1iB i3 JJUCOMISIMU CTAaTEBUX XPOMOCOM, HIXK TEOPETHY-
HO ouikysani 50% (Ferlin et al., 2005). Vimosipro, XXY
KIIITHHY HE 3/IaTHI IPOXOJUTH MeH03, a criepMaTo30i1u ma-
i€HTIB 13 cuHapoMoM KimaifH(enpTepa moXoIsITh BiJ] repMi-
HaJIbHHUX KIITHH i3 HOpMalbHUM Kapioturom. HasBHicTh
CIepMaTo30iqiB i3 JUCOMISIMH CTATEBHUX XPOMOCOM — pe-
3yImbTaT TMOPYIIEHHS Cerperamii XpOMOCOM TepMiHaJbHUX
KIITHH 13 HOPMAIGHAM KapiOTHIIOM Yepe3 HECHPHATINBUN
BIUIUB MIiKPOOTOYEHHSI, SIK MIOKA3aHO ISl MUIIIEH 13 HaOOpOM
crareBux xpomocoM XXY (Mroz et al., 1999). Kpim minsu-
IICHHA YaCTOTH HEPO3XOKECHHA CTaTCBUX XPOMOCOM Y Ia-
ieHTiB 13 cunapoMoM KuaiiHdenbrepa icHye pU3UK MiJBHU-
IIEHHS YaCTOTH HEPO3XODKEHHSI ayTOCOM, 30KpeMa XpOoMO-
comu 21 (Lanfranco et al., 2004). Tomy namieHram i3 cuHI-
pomom Kinaiindensrepa y nukinax JIPT 6e3 nonauii cnepmu
PEKOMEH/IOBaHO TPOBEACHHS MepeiMITIAHTALIIHHOT TeHeTH-
yHoi miarHoctrky (ITT).

Jpyroro 3a 4acTOTOI0 KiTbKICHOKO aHOMAITIEF0 TOHOCOM Y
JIOCITIKyBaHIA TPy TAIEHTIB Oyia IUCOMIS XPOMOCOMHU
Y — kapiotum 47, XYY. BuTbIIicTh MaIi€HTIB i3 KapiOTUTIOM
47, XYY He MaroTh 3HWKEHHS (PepTUIILHOCTI, OJJHAK YacTO-
Ta JaHOi aHOMaJii y TPYIi MAIli€HTIB i3 PenpoyKTHBHUMU
po3naJamMu MiZABHUIIEHA YABIYi — BTPUYI MOPIBHSHO i3 3ara-
spHONoNy IAHHOO (0,2—0,3% mopiusiHo 3 0,05% y HOBO-
napomkennx) (Yoshida et al,, 1997). Uacrora mucomii Y
(47, XYY) y nocnipkyBaniit rpymi craHouna 0,27%. 3mian
y TIOKa3HHKaxX CHEpMOIPaMH TaKHX TALIEHTIB PI3HATHCS Bij
HOpMo3o0o0cTiepMii 10 TshKKOi onirozoocnepmii. Taka Bapia-
OeJBHICTh IOPYIIEHD CIIEPMATOT€HE3Y 3yMOBJICHA Pi3HHULICIO
y 4acToTax MeHOTHYHHNX KOH(ITypaIliif JOJaTKOBOi XpOMO-
comMd Y 3 iHIMMMH CTAaTEBUMH XPOMOCOMAaMH, OCKUIBKH Jie-
SIKI 3 MOXKITBUX KOH(QIrypaliiii MOXyTh OJI0KyBaTH MeH03 Ta
nopyuryBatu criepmaroreres (Blanco et al., 2001).

Cepen aHoMasiii ayTOCOM Yy MAIEHTIB i3 OC3MTiAIsIM
HAWJacTillie  BUSBISIOTE  CTPYKTYpHI  IepeOyaoBu.
VY nochipKyBaHii rpyri 3apeecTpoBaHo 19 perunpokHux i 9
POoOEepPTCOHIBCHKHX TpaHCIIOKalliH, a Takox 4 iHBepcii. Pooe-
PTCOHIBCBKI ~ TpaHCINOKallii BHHHUKAIOTh Y  pe3yJbTaTi
LEHTPOMEPHOTO 3JIUTTSA JOBIMX IUICUel aKpOLEHTPUYHUX
xpomocoMm 13, 14, 15, 21, 22. VTpaTa KOPOTKHX TIIeUECH aK-
POLIEHTPHIHUX XPOMOCOM HE Mae (PEHOTHITNIYHOTO IIPOSBY,
OCKLITBKH TEHH, JIOKATi30BaHI B iX paifoHaX, BHCOKOIIOBTO-
PIOBaHI Ta 3aKOJ0OBaHI B KOPOTKHX IUICYaX IHIIMX aKPOILICH-
TPUYHUX XpoMocoM. ToMy KapioTHIT HOCITB pOOEpPTCOHIBCh-
KHX TPAHCJIOKAIIIH 3aJIMIIAETHCS 30aIaHCOBAHUM. [3 MOYKIIH-
BUX KOMOIHaIIi 5 aKpOLIEHTPHYHUX XPOMOCOM, Hai4acTilie
BUSIBJISIFOTH TPAHCIIOKAITIT 13 3aTy4eHHsM xpoMocoM 13/14 ta
14/21 — der(13;14) Ta der(14;21). I3 9 poGepTcoHIBCHKUX
TpPaHCJIOKAIlil, 3apeeCTPOBAHMX Y JIOCIIPKYBaHIH rpymi, y
78% (n =7) Bunaakis BusiBisuHM der(13;14) (puc. 2).

Yacrtota poOEPTCOHIBCHKUX TPAHCIOKAMi CTaHOBUTH
0,001% y HoBoHapomkenux (Nielsen and Wohlert, 1991),
0,2% — y manieHTiB 3 a3oocmepmiero Ta 1,5% — y nartieHTis 3
oxtirozoocnepmiero. 3a manumu Ravel et al. (2006), gacrora
der(13;14) y moHOpiB criepMy 3 HOPMATBHUMH TTOKa3HUKAMHU
eSKYIATY HE BiIPI3HAETHCS Bifl YACTOTH AaHOI epeOyIoBU y
rpyIi HOBOHApOKeHNX. ToOTO y HOCIiB poOEPTCOHIBCHKUX
TpaHCJIOKalili He O0OB’SI3KOBO PO3BUBAIOTHCS MOPYIICHHS
CriepMaToreHe3y Ta He BCi BOHM MalOTh PENPOYKTHBHI
npobIemMu.

16 Visn. Dnipropetr. Univ., Ser. Biol. Med. 2013. 4(1)
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OnHak y AoCniKeHii rpyIi B yCIX reTepo3uroTHUX HO-
CiiB pOOSPTCOHIBCHKMX TPAHCIIOKALH BUSBICHO BiIXHJICHHS
NOKa3HUKIB criepmorpamu: y 2 (22%) mauieHTiB 3apeecTpo-
BAHO a300CIepMito, y 2 (22%) 0JiroacTeHO300CIEePMItO, II1e
y 2 (22%) omniroacteHoTeparo3oocnepmito, Ta y 3 (34%)
ACTCHOTEPATO300CIePMit0. MexaHi3M, 3a SKUM, IMOBIPHO,
POOEPTCOHIBCHKI  TPAHCIIOKALl 3yMOBIIIOIOTH ITOPYIICHHS
criepMaToreHesy, noyisirae y 610Ky Meo3y YaCTHHH TaMeT i3
XPOMOCOMHHMH aHOMAITiSIMHU. TpaHCIIOKOBaHI XpOMOCOMH Y
MeH031 YTBOPIOIOTh TPUBAJICHTH, THI aHa(a3HOTO PO3XO-
JUKSHHS SIKMX 3YMOBIIIOE YTBOPEHHs 30ajaHCOBaHHX a0o
He30asaHCOBaHUX (i3 TPUCOMISIMH T4 MOHOCOMISIMH) raMer.
YacriHa raMer i3 He30alaHCOBAHMM KapiOTHIIOM eJiMiHY-
€TBCS i Yac J03piBaHHS CIEPMATO30iIiB, HAIPUKIIAL, de-
pe3 anoNnTHYHUI NUISIX, SK 1€ MOKA3aHO JJIsi MUIIEH-HOCIiB
pobeprconiBchkux TpaHciokanii (Eaker et al., 2001), y pe-
3yJIbTATi YOTO 3HIXKYIOThCS MMOKa3HUKHM KOHLICHTpALIl criep-
MAaTo3011iB.

VY nmociimpKyBaHid IpyIi NMAi€HTIB PEMIPOKHI TpaHC-
JIOKalii BUABIEHO 3 9acToToro 2,6%. PermmnpokHi Tpancio-
KaIlii BUHUKAIOTh y PEe3yJbTaTi OOMiHY AUTHKAMHU MiX XpPO-
MocoMaMH 0e3 3MiH KUTBKOCTi TeHETHIHOTO Matepiaiy (puc.
3). PeuunpokHi TpaHcnokalii BUsBIeHO y 19 mauieHTiB i3
MOPYIIECHHSIM CIIEPMATOreHe3y BiJl a300CIepMii 10 aCTeHO-
300cmepmii. HasBHICTh 30a/laHCOBAHMX TPAHCIOKAIIIH MOXKE
MartH (HeHOTHIIYHHUI TPOSIB BiJl acTEHO300CHepMii J0 OJIiro-
ACTCHOTEPATO300CIICPMIi, PiJlilie BUKIMKAIOUN a300CIEPMit0
(Tadm. 2). Y nariieHTiB 3 a300CIEpMIi€r0 TPaHCIIOKaIlil CTaHO-
Buim Jinmte 25% (n = 3) yciel narosorii, 3 oyiroacTeHo- Ta

omiroacteHoteparo3oocnepmiero — 80% (n = 4) ta 70% (n =
7), BIiAMOBIAHO. Y MAIEHTIB 3 aCTEHOTEPATO300CIEPMIEID
TpaHCIoKalii OyJIM €JMHUM TUIIOM XPOMOCOMHHX aHOMaJTiii.

Sk mpaBUIIO, PELIMIIPOKHI TpaHCIIOKalil yHIKabHi, TOO-
TO BUHUKAIOTh Y€pe3 YTBOPEHHS BUIIAIKOBUX TOUOK PO3pU-
BY Ta CIIOJNYYCHHS y 3aIy4CHHX XPOMOCcOMax. Y JOCIIIKY-
BaHi{ Ipymi He BUSBJICHO YKOJHOI PELMIPOKHOT TPAHCIIOKa-
il Mixx xpomocomamu 4, 10, 11, 13, 20, 21. Pemmra xpomo-
coM OyIu 3aJTydeHi 10 mepeOyIoB i3 BUIAIKOBUMU TOUYKAMHU
PO3PHUBY Ta CIIOJTyYECHHSL.

PenpomykTHBHI pHU3UKH TS HOCITB TPaHCIIOKALIT 3yMOB-
JIeHI yTBOPEHHSIM HE30aJaHCOBaHMX TaMeT 13 YaCTKOBUMHU
TPUCOMISIMH Ta MOHOCOMISIMU 32 paiiOHaMH XpOMOCOM, II10
3ajIydeHi 0 nepeOyaoBu. YacToTa He30alaHCOBAHUX TaMeT
MOX€ KOJMBATUCh Bl 19 10 81%, 3aeKHO Bil TUITY TpaHC-
JIOKaIlii, XxpOMOCOM 1 palOHIB, BKIIFOYEHHX JI0 MepeOyIoBH
(Escudero et al., 2003; Anton et al., 2007). Tomy HOCIsIM
TpaHCIOKaIlil mokazano mposeneHss mukiaie JAPT i3 TIT'/]
JUIsL 3HIDKCHHS PH3MKY HEBHHOLIYBaHHS Ta HAPOKCHHS
JUTHHU 3 He30aTaHCOBAaHUM XPOMOCOMHHIM HA0OPOM.

IHBepcii ayTocoM — mpyrHit 3a 9aCTOTOIO THIT CTPYKTYp-
HUX TepeOyIoB Ticis TpaHchoKamiil. [HBepcii xpomocom —
CTPYKTYpHI MepeOyIOBH, 110 YTBOPIOIOTBCS Y PE3yJbTari
BUHUKHEHHS JIBOX TOYOK PO3PHBY B OIIHI XPOMOCOMI 3 TO-
JIATBIIAM TIOBOPOTOM CETMEHTa, 10 yTBOpHBCS, Ha 180°.
3ajie’KHO BiJl pO3TalllyBaHHs LIEHTPOMEpH, 1HBepCil Mopins-
10T Ha TIepH- (i3 3aIy4eHHsM LIEHTPOMEpPH) Ta MapaleHTpu-
yHi (03 3aTy4eHHs [ICHTPOMEPH).
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Puc. 3. KapioTun nanieHTa 3 penMIpoKHOI0 TPAHCJIO0KALI€0 Mixk Xxpomocomamu 2 Ta 17
i3 Toukamu po3puBy Ta cnoay4yeHHs B paiionax 31 ta p13 — 46, XY, t(2;17)(q31;p13)
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Tabnuys 2

Peuunpoxni Tpanciokaiii, BusiBjieHi y namieHTiB i3 0e3mainasam

Kapiorun

DenoTHNIYHMI IPOSIB

46, XY, (1;5)(p13;q11.2)

aCTEHOTEpaTo300CIepMist

46, XY, ((1;10)(p36.1;p11.2)

aCTEHOTEPaTO300CIIepMist

46, XY, 1(2;15)(q21.2:925)

OJIIr0aCTEHOTEPATO300CIEPMIst

46, XY, t(2;17)(q31;p13)

OJIIr0aCTEHOTEPATO300CIEPMIst

46, XY, 1(2;18)(p10;q10)

OJIIr0acTeHO300CHepPMist

46, XY, 1(3;8)(q13.2;p23.1)

OJIIr0aCTEHOTEPATO300CIePMist

46, XY, (13;17)(q11.1p13)

OJIIr0aCTEHOTEPATO300CHEPMist

45, XY, (5;15)(q35:q11),-15

OJIIr0aCTEHOTEPATO300CIEPMIst

\ooo\lcr\u-.buam._g

46, XY, 1(5;19)(p13:q13.1)

aCTeHOTepaTO?:OOCHepMiﬂ

10 |46, XY, (5;19)(q11.1;q12)

aCTeHOTepaTO?:OOCHepMiS{

11 |46, XY, t(6;7)(q12;p15)

0JIiIr0aCTEHOTEPATO300CIePMist

12|46, XY, (6;13)(q25.1;q21.2)

OJIIr0aCcTEHOTEPATO300CIEPMIst

13 [46, XY, (6;14)(p12;g31)

aCTeHOTepaTO?)OOCHepMiﬂ

14 |46, XY, 4(9;13)(p10;p12)

a300cIepMist

15 |46, XY, %(9;13)(q11;pl1)

OJIIr0acTeHO300CHePMist

16 |46, XY, (9;15)(q32;p11.2)

aCTEHOTEpaTo300CIepMist

17 |46, XY, (9;16)(q22;p11)

aCTEHOTEPaTO300CIepMist

18 |46, XY, t(10;19)(p14:p12)

OJIIr0aCTEHOTEPATO300CIEPMIst

19 |46, XY, t(15;:22)(q24:q13)

OJ'IiFO&CTCHOTepaTO?;OOCHepMiS{

Y mocnimkyBaHiil rpymi gacrora iHBepcii ckiana 0,6%.
IuBepcii BusiBIsiOTH 13 yactororo 0,022% y HOBOHApOKe-
nux (Nielsen and Wohlert, 1991), 0,088% y nonopis criepmu
(Ravel et al.,, 2006). Y wMeii0o3i iHBepTOBaHI XPOMOCOMH
YTBOPIOIOTh TETIII0, PO3MIP SIKOT 3aJIEKUTH BiJ BEIMYMHH
iHBEpTOBAaHOrO cerMeHra. KpocHHroBep MiK IUISHKaMH
NETITI BUKITMKAE YTBOPCHHsI HE30AIAHCOBAHMX TaMeT 13 JTyTi-
JIKAisIMA a00 JIENeiIMHA CETMEHTIB, IUCTABHUX J0 1HBEp-
TOBaHMX paloHIB. YacToTa yTBOpEHHs He30alaHCOBAHMX
raMeT KOpEJIoe i3 PO3MIpOM IHBEpPTOBAHOTO CETMEHTa Ta
komuBaeTkes Bix 0,2 mo 29% (Perrin et al., 2009). Hesxi 3
iHBepCii acomiiioBaHi 3 OS3ILTIIAM Ta MOPYIICHHSM CIIep-
MaroreHesy, oJJHaK OUIBIIICTh 13 HUX HE MArOTh (PEHOTHITIY-
Horo mnposiBy (Mau-Holzmann, 2005; Chantot-Bastaraud et
al., 2007). Y mocnimpkyBaHiid rpyrii B OJJHOTO MAlli€eHTa 3 iH-
Bepciero inv(10)(p12q21) He OyIo BUSIBICHO SKOHUX BiIXHU-
JIEHb y MOKa3HUKaX CIIEPMOIPaMu, TPH 1HIII MAlli€HTH Xapa-
KTE€PU3YBAIUCH ACTEHO300CTIEPMIELO.

AHaJti3 4acTOT KUIBKICHHMX 1 CTPYKTYpHHX NepeOyaoB y
TArpynax MamieHTiB 3aJIeXHO Bifl CTYIEHS TSDKKOCTI HOpY-
LIEHHS CriepMaToreHe3y BHSBHUB noctoBipHe (P < 0,001)
TTIBUIIICHHS] YaCTOTH KUTHKICHHX aHOMaNlill y TAIli€HTiB 3
azoocnepMieto. Hamri pe3ymnbTaTdt y3romKyrThes 3 TIoTepe-
JHIME JaHFMH TIPO T€, 0 KUTBKICHI aHOMAJTii TOHOCOM dac-
Tillle BUSBIISIFOTh Y TAIIEHTIB 3 a300CHEPMIEI0, Y TO Yac K
CTPYKTYpHI 1iepe0yI0BH PEECTPYIOTh, B OCHOBHOMY, y Talli-
€HTIB 3 oI1iro- Ta acreHozoocrnepMiero (Elghezal et al., 2006;
Rao et al., 2006; Vijayalakshmi et al., 2011).

VY natieHTiB 13 BIAXWICHHSMH TTOKa3HUKIB CIIEpMOTPaMH
4acTOTa XPOMOCOMHMX aHOMaJliii BHIA, HDK y 3arajbHii
TOMyJISILii. Y MOCIipKyBaHIl rpyni 3arajbHa dacToTa Xpo-
MOCOMHHX aHOMAJTii cktana 6,6%. 3a TaHUMU MeTa-aHalli3y
pe3yunbratiB KapiotuyBanHa 3087 marieHTiB i3 Oe31TiIsim,
CepeHs YacTOTa XPOMOCOMHHIX aHOMANiH Y TPYIIi YOJIOBIKiB
13 BIAXWJICHHAMHM TIOKa3HUKIB crepMorpamu ckiuamae 7,7%
(Martin, 2008) ta nepeswuilye nomyssiiiiny B 10-12 pasis
(Nielsen and Wohlert, 1991). Yacrota XpOMOCOMHHX aHO-
MaJliil y manieHTiB i3 O6e3mnisiM Bapitoe y Mexax 3—19% i
3aJIKUTh BiJl KPUTEPIiB BKIIOYEHHS MALE€HTIB Y JOCIi-
JDKCHHSI Ta CHiBBIHOLICHHS MiArpyN IAali€HTIB i3 pi3HUM
CTYNEHEM TSDKKOCTI MOpylleHHs crnepmatoreHesy (Rao et

al., 2005; Bertini et al., 2006; Chantot-Bastaraud et al., 2008;
Kumtepe et al., 2009; Alkalaf and Al-Shoumer, 2010; Dul et
al., 2010; Hofherr et al., 2011). HaiiHmwkuy 4actoTy Xpomo-
COMHHX aHOMAJI{i y MaIlieHTIB i3 Oe3mtiaasm BusieieHo Dul
et al. (2012) y rpymi 3 1223 nauienris i3 6e3mmisam (3,1%),
y Ky OyJIO BKJIIOYEHO IALli€HTIB i3 HOPMO300CHEPMIEIO Ta
HeBaanmMu nonepeHivu cnpodamu JIPT. Buiy uacrorty
(19-23%) XpoMOCOMHHUX aHOMaJiil 3apeeCTPOBAHO Y JOCIi-
JUKEHHSIX YOJIOBIKIB 13 TSDKKMMH (DOpMaMu MOPYIICHHS CIie-
pMaToreHe3y: OJIIro300CrepMiero Ta azooctepmiero (Baschat
et al., 1996; Kleiman et al., 1999; Foresta et al., 2005). Hamu
BUSBIICHO TiJBHIIEHHS YaCTOTH XPOMOCOMHHMX aHOMAJIH 31
3POCTAHHSAM BIIXWJICHb TOKA3HHWKIB CHEPMOTPaMH — Bif
1,1% y minrpymi namieHriB i3 Hopmosoocnepmiero Jo 11,6%
y Hiarpymi 3 olniroacteHoteparosooctepmiero ta 35,0% vy
miarpymi i3 azoocnepmiero (puc. 4).

Cepeq; nali€eHTIB i3 BIICYTHICTIO BiZIXMJICHb MOKa3HHKIB
CIIEpMOTPaMH BUSIBIICHO JIMILIE OJIHY XPOMOCOMHY QHOMAJTIFO —
nepuieHTprdHy iHBepcito xpomocomu 10 inv(10)(p12qg21).
Yacrtora XpOMOCOMHHX aHOMANiH y MAaIli€HTIB Oe3 BiIXu-
JIeHb y TOKAa3HHKAaX CIEePMOIpPaMH, HAINPHKIAJ, IOHOPIB
cnepmu, cranoButh 0,37% (Ravel et al., 2006) i maibke HEe
BiIPI3HAETHCSA Bl 9acToTH y HOBoHapomkeHnx (Nielsen and
Wohlert, 1991). TobTo 3HauHa YacTKa 30aTaHCOBAHUX XPO-
MOCOMHHX Tepe0y/IOB, sIKi He MOPYIIYIOTh ClIepMaTOreHes,
3aJMIIAETRCS HE AiarHocToBaHO. OHAK HABITh 3a BIACYT-
HOCTI (DEHOTHMIIYHOTO HPOSIBY HOCIi 30ajaHCOBAHHUX Mepe-
OylOB MaroTh IMiJBULICHUI PU3UK YTBOPEHHs raMeT i3 He-
30aJIaHCOBAHUM HAaOOPOM Ta, BIAMOBIAHO, O3S, HEBH-
HOILIBaHHs1 800 HApOPKEHHS AiTel 13 XpPOMOCOMHOIO IaTo-
norieto. ToMy yacToTa XpOMOCOMHMX aHOMaJIi y MaIli€HTIB
i3 HOPMO300CIIEpMI€I0 Ta OE3IUTULIM B aHaMHE31 € JIEIo
Butioro 1 cknanmae 2,0-2,6% (Gekas et al., 2001; Yatsenko et
al., 2010).

VY marieHTiB 3 aCTEHO0300- Ta aCTEHOTEPATO300CIEPMIEI0
HE BUSIBJICHO ITiABUIIICHHS YaCTOTH XPOMOCOMHHUX aHOMAJIiH.
Hartui naHi y3romkytoThest 3 pe3ysibTaTaMy IHIIUX JOCIIJ-
uukiB (Clementini et al., 2005; Dul et al., 2012) Ta cBiguars,
110 TALEHTH 31 3HIKEHOI PYXJIMBICTIO CIIEpMaTo30iliB, a
TaKOXK 3HW)KEHOIO PYXJIMBICTIO Ta BIIXWJIEHHSIMH MOPQOJIIO-
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TYHUX MOKAa3HHKIB CIEPMATO30iqiB HEe HAJICKAaTh JI0 TPYIH
PU3HUKY BHSIBICHHS XDPOMOCOMHHUX aHOMAJTiH.

YacToTa XpOMOCOMHHX aHOMaJIiii JOCTOBIPHO 3pOCTaE 3i
3HIDKEHHSIM KOHIIGHTpAIIIl CIIepMaTo30i/iB: y Tpymax mnaiie-
HTIB 3 OJIIFOACTCHO300CIIEPMIEI0, OJIIr0aCTEHOTEPATO300C-
MIEPMI€I0 Ta a300CIEPMIEI0 BUSIBICHO JOCTOBIpHE IIiBH-
IIEHHS YaCTOTH XPOMOCOMHHX aHOMaJTiif (Tabum. 2).

3a jiTepaTypHMMH JaHUMH, YacTOTA XPOMOCOMHHX
AHOMAJTi} y TPYyIIaX MAMIEHTIB 3 a300CTIEPMIEF0 KOIUBAETHCS
B Mexkax 11-24% (Elghezal at al., 2006; Wang et al., 2010),
a 'y TIAIiEHTIB 3 ojiro3oocnepmiero — B Mexax 2—16% (Ferlin
et al., 2005; Martin, 2008; Yatsenko et al., 2010). Bucoka
YacTOTa XPOMOCOMHHMX aHOMaliii y Malli€HTIB 3 a300CTIepMi-
et (35,0%) Tta omirozoocnepmiero (10,3%) y Hamomy no-
CJI/DKEHHI 3YMOBJIEHa OCOOJMBOCTSIMH TPYIIM HAI[€HTIB:

40

YyacTHHA 3 HUX Oyyu HarpasiieHi g0 KitiHiku penpogykTus-
Hoi memuiwHN «Hamis» st nposexennst I1I'/] y 38’53y 3
HeBIaIMMH TioniepeaniMu crpodamu JIPT abo camMoBinbHH-
MU BUKU/IHSIMU B aHaMHe?:i.

J1nist BU3HAUEHHST KPUTUYHOI KOHLIEHTpALIii CriepMaro30i-
JB, 3a SIKOI 3pOCTa€ PU3WK BHUSBJIECHHS XPOMOCOMHHX aHO-
MaJIid, BBKAIM 32 JOLUIbHE PO3IUTMTH NALIEHTIB 3 OJIro-
300CHEPMIEI0 Ha TSDKKY OJIr0300CIepMit0 (KOHLICHTpALIis
criepmato30iis <5 x 10° M) Ta moMipHy orirosocrepmiro
(KOHIIEHTpAIis CIIepMaTo30imiB >5 x 10° MJI’I). Busisineno
JIOCTOBipHE TIIBHUIIIEHHS YaCTOTH XPOMOCOMHHUX aHOMAJIH y
MALIEHTIB 13 TSOKKOIO osmirozoocrepmiero (P < 0,05) ta aso-
ocrniepmiero (P < 0,0001) mOpiBHIHO 3 HOPMATBEHO KOHIICH-
TpAI€r0 CIIEPMATO301IiB.
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Puc. 4. YacroTra XpoMOCOMHUX aHOMAJIi y miarpynax nauieHTiB i3 pi3HUM cTylleHeM NOPYLIEHHS ClIePMATOreHe3y:
1 — HOpMO300CTIEpMi€l0, 2 — ACTEHO300CTIEPMI€I0, 3 — aCTEHOTEPaTO300CIEPMIET0, 4 — OJIIr0aCTEHO300CTIEPMIELO,
5 — 0NiroacTeHOTEPaTO300CIEPMIETO, 6 — a300CTIEPMIETO

Tabruys 2
YacroTa TUIIIB XPOMOCOMHHUX aHOMAJIIH Y NALIEHTIB 32JI€KHO BiJl TSKKOCTI OPYIIEHHS ClIepMAaTOreHe3y
Kinexicts YacToTa KiTbKiCHHX YactoTa CTpyKTypHHX 3araipHa 4acToTa
Tun nopymenns Lo AV o o
TALi€HTIB XPOMOCOMHHX aHOMaii, %o | XpOMOCOMHHX aHOMaJIiH, % | XpOMOCOMHHUX aHOMAJIiH, %

Hopwmozoocniepmist 87 0 1,1 1,1
ACTEeH0300CTICpMist 156 0,6 1,3 1,9
AcTeHoTeparo300cepmist 257 04 39 43
OumiroacTeHO300CTIEPMist 46 2,2 4,3 6,5%
OniroacTeHOTEPaTO300CIEPMist 138 0,7 10,9 11,6*
Asoocriepmist 40 25 10 35%
Ipumitka: * — P < 0,05.

Tabnuys 3

YacToTa XPOMOCOMHHUX AHOMAJIiil y IALIIEHTIB i3 Pi3HOI0 KOHLIEHTPALI€I0 clIepMaTO30i1iB
Kownuenrparis cnfl:p- Kinbkicth KinbKicTh mari€enTis i3 YacroTta XpOMOCOMHHX OR I P
MAaTo30i/1iB, MIT_ MALIEHTIB | XpPOMOCOMHIMH aHOMATiSIMU aHOMaJIH

>15x 10° 500 15 3,0 - - -
5-15x10° 80 7 8,8 3,1 1,22-7,86 <0,01
<5x10° 104 12 11,5% 4,21 1,91-9,30 <0,001
A3soocriepMmist 40 14 35,0%* 17,41 7,60-39,86 <0,001

Hpumitku: * — P < 0,05, ** — P <0,001.

Pexomenpariii o0 JOCiIKEHHS KapiOTHITy YOJIOBIKiB
3 OJIIro300CHepMier0 0a3yrOThCSI HA TOMY, IO YOJOBIKH 3i
3HIDKEHOI0 KOHIICHTPAIIIEI0 CIICPMATO30iiB MAIOTh ITi/[BH-
IICHUHA PU3HK XPOMOCOMHHX aHOMAlii. Tak, pu3WK BUSIB-
JICHHSI XPOMOCOMHHX aHOMAJTii 3pOCTa€ y TPyIIi MAIli€HTIB i3
TIOMIpHOFO oJTiro3oocnepMieto y 3,1 pasa, i3 TSHDKKOO OJITo-
300cnepmieto — y 4,2 pasa, 3 azoocnepmieio — y 17,4 pasa.
ToOTO 3HWKEHHS KOHIICHTPAIIii CIIepMaTo30iiB € iHpopma-

TUBHUM KPHUTEPIEM JUTSA CEJIEKIlii MALi€HTIB i3 i BUILICHIM
PY3HKOM XPOMOCOMHUX aHOMAUTIH.

BucHoBKkH

Y CTaHOBJIEHO MiIBUIICHY YacTOTy KUTBKICHUX 1 CTPYK-
TYpHHX TTepeOyI0B XPOMOCOM Y JliM(oIiTax rnepudepuaHol
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KPOBI YOJIOBIKIB 13 BIIXHJICHHSIMH IOKA3HUKIB CIEPMOIpa-
MH, SIKI IPOXO/IMJIN JIIKYBaHHS O€3ILUTAS 3 BUKOPHCTAHHIM
meroziB JIPT. YactoTa XpoMOCOMHHX aHOMaTii 3pocTaia 3i
3HIDKEHHSIM KOHIIGHTpalii CriepMaTo3oifiB i Oyna HaiiBu-
IIOIO B 0CI0 3 OJIIr0300CTIEPMIEI0 Ta a300CIEPMIER0, 110 BKa-
3y€ Ha HEOOXIJHICTb JOCIIDKEHHS KapiOTHITy Y TaKHX ITaili-
€HTIB 1niepex nposeeHsM ks JPT.
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