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XPOMOCOMHI AaHOMAJTIT ¥ WOTOBIKIB
i3 pi3HUM CcTyNeHeM NMOPYIIEeHHs CePMATOoTeHe3y

JLA. M, J1.O. Cnincrxo', B.JL. 3}’KiH], H.M. Binbko®

{Kainika penpodyimupanor seomg ol luoisy. Kuis, Yxpaina
“Llenmp MORCKVAIPHUX IO KTIRIHHIX QOCTONCEH
Hayionansrozo yrisepcinemy «Kueso-Moauiancera akacemiay, Kule, Yrpalna

1lpoBeicHo aHAIT? YACTOT 1 TULIB XPOMOCOMHIX dHOMAIMH v 724 Yo [0BIKIB 13 OC3ILILLBIM. AHOMAII KapioTHITY BHSIBICHO ¥ 48 (6,6%)
LRTTICIILI, ATIOMUIT ay10coM CKUIM 6 7%, FoHocoM — 33%. ATIOMA LT 4y TOCOM LIPCICTALICTIO CIPYKIYPHHMH 1CpeDy OBAMH. PeIMUPOKHL
Thatcnokarti ruapnerio v |9 marienmin (2,6%), pofepTeotnbenki TparicTokari — ¥ 9 (1.2%), mmepeii — v 4 (0.0%). AToMamii roroecoM
BRIRWLM 14 BUIIGAKIE aHCYIUIOLI CTATCBHX XPOMOCOM Ta 2 BHIIAIKH TCPMIHAIBHOT Jeieiii xpoMocoMi Y. CunppoM KoaiHpoIIepa
BHHBICIIO ¥ O7% Haniciing 3 a300CHCPMIC). 3apeceIPOBAHO JIOCTORIPUC L TIHITCHESL MaeTOTH KUILKICTIMX XPOMOCOMIHX 4110MeH v 1pyLi
LAIGEHTIE 3 a300C1epMier) (2 < 0,001). PisHALN v 4acTOTax CIPYEIYPHHUX AHOMUIN ¥ 10 PYIAX [AIIEHTIE HC BHABICHO. 3UCECTPOBAHO
L BHITICIIESL HACTOTH XPOMOCOMIIHX {1IOME E Y ML IPY AN 1N ICHTUR 31 3TEDKCHISIM KOMTICHTPAT T CLCPMaTos0i;in. XpoMOocomMil aHoMaIil
BISRNEING 3 YacToTo1o |, 1% v TATHCIITIE 13 HOpMO300CTIepMirto, 4,3% — v TAllicHTIR 3 acTeHO300CTIepMIcTo, ¢,5% — ¥ TallicHTIR 3 oTiroacTe-
HO300CLICPMIeR, 11,6% — v 1IALIEHTIE 3 Ol 0aCTCHOTCPATO300CHICPMIETO 1a 33,0% — v LIKIIEHTIB 3 a20001CpMieRy. BHMBICHO OCTORIPHS
LLIBHITCTIESE HaCTOTH XPOMOCOMIIMX &lOMIH ¥ HIHCHTR 3 asoocliepyicio (P < 0,001) ta omrosooctepmicio (P < 0.001), nopirinsinio 3
UYOTOBIKAME (73 T TXHITENT: TIOKASTIHMKIR CTIEPMOTPAMIL OTPHMATT PesyIhTATH POITIAIYTE Tt KOTITEKCTI X 3ACTOCYRATI I BHATIAYSTTIT
1PY1H 1EALIEHIIB, JOCILIEKCHHA KAPIOTHITY SKUX HCOOXIMHC IICPS LIPOBCACHHM LUK JOHOMIKHIX PClIPOIyKTHEHHX TeXHOIOL1H.

Foronoet croea: XPOMOCOMII aHloMATTi; SeTTIUT, KapioTHIT, a300CTIepAIis: OTT0o300CTIepMis

Chromosomal abnormalities in patients with sperm disorders

LY. Pvlyp', L.A. Spinenko', V.D. Zukin', N.M. Bilko"

"Clinic of Reproductive Medicine “Nadiia ", Kviv, Ukraine
“Centre of Molecular and Cell Research, National University of "Ryiv-Molvla dAcademy”™, Kviv, Ukraine

Chromosomal abnormalities are among the most common genetic causes of spermatogenic disruptions. Carriers of chromosomal ab-
normalitics are at mcreased risk of mifertility, miscarriage or birth ol a child with unbalanced karvolype due to the production ol unbalanead
gametes, The natury] selection against chromosomally abnonmal sperm usually prevents fertilization with sperm barring in cases of serious
chromosomal abnormalitics. [Towever, assisted reproductive technologies in general and mitracyloplasmic spenn injection in particular, <n-
able the trunsmission of chromosomal ubnormalitics (o the progeny. Therclore, eytogenelic studies are important in patients with male Taclor
infertility before assisted reproduction treatment. The purpose of the current study was to investigate the types and trequencies of chromo-
somal abnormalitics in 724 paticnts with intertility and 1o estimate the sk of chromosomal abnomalitics detection in subgroups of paticnts
depending on the severity of spenmutogenic disruption, giming al identifying groups ol patients in need ol eylogenctic stidies. Karyotype
analysis was performed in 724 blood samples of men attending infertility clinic. Chromesomal preparation was performed by standard tech-
niques. Al least 20 G'UG-banded metaphase plates with the resolution [rom 450 to 750 bands per haploid sct were analysed in cach case.
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When chromasomal mosaicism was suspected, this number was increased to 30. Abnormal karyotypes were observed in 48 (6.6%) patierits,
meluding 67% of autosomal abnommalities and 33% ol gonosoimal abnormalitics. Aulosomal abnormalitics were represciited by structural
redrrangements. Reciprocal translocations were the most common vpe of structural chromosomal abnormalities in the studied group, de-
tected with the frequency of 2.6% (1 = 19), followed by Robertsonian translocation, observed with the frequency of 1.2% (# = 9). The fre-
quency of inversions was 0.0% (n = 4). Gonosomal ubnormalitics included 14 cases of sex chromoesome ancuploidy and 2 cases ol terminal
deletion of Y chromosome. Klinefelter syndrome was detected in 67% of patients with azoospermia. A significant increase in the frequency
ol numerical chromosomal abnormalitics was observed in a group ol patients with azoospernia (F < 0.001). No dillerences were detected in
the frequency of structural abmormalitics in subgroups of patients. An inerease in the {frequency of chromosomal abnormalitics with the de-
crease of sperm count was observed. Chromasomal abnormalities were detected with frequency 1.1% in a group of patients with nor-
mospenmia, 1.9% in a group of patients with asthenozeospennia, 4.3% m patients with asthenoleratozoospenmia, 6.5% i patients with oli-
goasthenozoospermia, 11.0% in patients with oligoasthenoteratozoospermia and 33% m a group of patients with azoospermia. Significant
increase of the prevalence of chromosomal abnormalities was detected in subgroups of patients with azoospermia {7 < (0.001) and aligezaco-
spermig (P = 0.001) as compared to putients with normwozoospermia. These results are considered o be enteria lor selection of patients in

need of cytogenetic studies before i vitro fertilization cvcles becanse of the highest risk of chromesomal abnormalities detection.
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Beryu

PenpoaykTueHI npodieMH BHHIKAOTE v 15% moapvox-
Hix map (deKrester, 1997). IIpud.1H;3HO ¥ II0.IOBHHI BHIIATKIB
TpHYHHA OE3IUIATA MOJLITAE ¥ H0TOBMOMY (pakTopl. ¥V 30%
TMANIEHTIB MCTA 0OCTEKEHH HE BIAETHCA 3 ACYBATH ETI010-
Tit0 OEVUIATA T4 HOOBiNe OSIINLINT BI3HAMAIOTE AK LTi0-
TMATHYHS, 3HAYHA BapiaOeIBHICTE MOPYIIEHD CIEPMATOTEHE -
3¥ V IAIIEHTIB 13 O TIITAM, A TAKOA PIHHLA MPOTOKOIIB
OOCTEKCHHA ¥ DPENPOIYKTHBHIEX KINHIKAX VHEMO/KIHBIEO-
HOTh YITKS BHRHANMCHHA ITIOMATHYHOTO OgMUias. P]MOBip—
HO, ¥ BIABILOCTI BMMAKIR 1Ti0naTHHHOro 6¢3n0i1s ¢Tio -
FIMHUM YHHHMKOM € FeHCTHUHI nopywcHus (Huynch ¢l al.,
2002), XpoMOCOMHI gHOMAJTI MOMYTh O¥TH OIHIEH) 3 NpPH-
YHH TIOPY LLUICHHS CICPMATOICHS3Y ¥ NatieHTIB 13 OC3mIiaay
(Harton and Tempest, 2012; Giwersman, 2012), Cepea xpo-
MOCOMHHX AHOMAMIH BUSIBISEQT 3MIHH KUTbKOCTI CTATCBHX
XPOMOCOM 1 CTPYKTYPHI nepedy0BH ayTOCOM (PCLIMIPOKHI,
POGCPTCOHIBCHLKT TPAHCAOKALIL, IHBCPCIi, IHCCPUIT, MAPKCPHI
XPOMOCOMU), HACTOTA MKHX SAJICHUTL Bl 0C0OIMBOCTCH
JocnimryBaHol rppyvnr (Martin, 2008; O’FlynnQ’Brien ¢t al.,
2010 Wang ct al, 2010; Yatsenko ct al., 2010: Dul ¢t al,
2012). Yepes Bucoky HMOBIPHICTD YTBOPCHHs HC30AIaHCO-
BAHHMX FAMCT ¥ HOCITB XPOMOCOMHIX AHOMAJILH i JBHLLLY €Th-
CSl PH3MK HCBUHOLLY BAHHS TA HAPODKCHHA AITCA i3 XpoMO-
comHoto naronoriero (Stephenson and Sierra, 2006). Y Hop-
ML IAMCTH 13 XPOMOCOMHHMH AHOMANISIMH MAKTh HH3bKHI
NOTCHLIAT 0 3ANCTAHCHHS.

INpupoana cenckuis CrncpMaroloinie i3 HOPMAIBHHM
XPOMOCOMHHM HAOOPOM, SIK [PABHIIG, 3An00irae yTBOPCHHID
3UrOT 13 XPOMOCOMHUMH AHOMATSIMH. OIHAK I0NOMIMKHI
penponykriei Texnonorii (JIPT), 3okpema ivTpauuTonna-
3varddHa iH'ekuis cnepmarozoiza (ICSI). 3adeancuyors
NOJIOIAHHI AAHOTG C(PCKTHBHOTO NPHPOIHOTo Gap epy i. ux
HACIIIOK, ¥MOKIHBIIEOIOTE ISPEIAdy XPOMOCOMHOI IATO.10-
rii HAMATRAM. MO0 OLIBHINYE PHIMK BHHUKHEGHHA B HIIX
aHOMATIH TeHeTHuHOI mpupomm (Georgiou et al, 2000;
Lipshultz and Lamb. 2007). ToMmy mepen BHEOPHCTAHHAM
APT per0oMEHAOBAHO MOCTITKEHHA KAPIOTHITY YOTOBIKIB I3
BIIXIIEHHAMHA HMOKASHUKIB criepMorpamu. OIHAK peKOMeH-
Jarii Mmoo KAPIOTHIVBAHHA BIAPISHAIOTECA ¥ PLIHIY Kpai-
HAX TA HE $ABAKIH 30ITAKOTECA 3 IPAKTHKOR. 30KpeMa. Ane-
PHEAHCBEA ACOTHALIA PENPOIY KTHBHOI MEAHLMHH PEKOMEH-
JAVE MPOBSICHHA UHTOTCHETHYHOTO A0CTIAKCHHS ¥ MALIEHTIB
It HCODCTPYKTHEHOIO {300CTICPMIER) T TOIKKOK) OTI0300¢-
nepMiero (KOHLCHTpALS cnepMatosoiais <3-100x 10° ma ")

10 mposedeHHa ICSI (ASRM, 2000), BpHTaBchbKMi HaLio-
HATBHHIH IHCTHTYT 330PO0B 4 TA AKOCTI MEIHYHOI JOMOMOTH
PeKOMEHTYE JOCILTKYBaTH Kapiotun nepex ICSI v mamieH-
TIE [} «TOKKHM JS(IIITOM CHEpMATO0IAIB» 03 HITKOTO
BEAMeHHA maHoro moHatrTa (NICE, 2004). Bpaxosyroun
POOLKHOCTL ¥ PEKOMEHIALLIX IOJ0 KAPIOTHITYBAHHA MAII-
erTiE mepex [CSI, mMeToro 3an0i poboTH OVI0 OLIHETH Yac-
TOTV BHSBICHHA XPOMOCOMHIN AHOMATIH v HAIIEHTIB I3
PI3HEM CTYIIEHEM TALAKKOCTL MOPYIICHE CHEPMATOTEHERY Ta
BHSHAMHTH TPYITY [TAMIEHTIB 13 HANBHIMM PH3HKOM XPOMO-
COMHHX AHOMATIH, MOCTIKCHHI KAPIOTUNY SIKUX € Hail7o-
HIIbHILIHM NCPCA MpoBcAcHHsM LuK.iB JPT.

Marepian i MeToan 10¢TTRCHb

[MpoBCICHO LMTONCHCTHMHC JOCTAMCHH TiM(OLHTIB
nepuepriroi Kposi 724 4ONOBIKIB, WO NPOXOJMINA 1Cp-
BHHHC OOCTCHCHHI ¥ 3B 513Ky 3 Desmiggam v Kniniui pe-
NPOAYKTHBHOT Memnunun «Hagisy i3 ciuwst 2009 no cep-
ncHb 2012 poky. Cepenwili Bik nauienTis craHoBus 33,2 £
6.0 pokie. XpOMOCOMHHMH AHOMAITISIMH BBAXKAIM KL IbKICHI
TA CTPYKTYPHI McpeOy A0BH XpOMOCOM: TIO.TiMOP(IHI BapiaH-
TH PO3LIAIATH AK BAPIaHT HOPMK. LIrTorcHeTHyHIi aHai?
npoeoauTH Ha GTG-(papOoBaHix MeTa(asHHY IUTACTHHAX
mvOUHTIE NeprepHOl KPOBL 3 pO3IUTEHOK JTATHICTIO
350 Ta OLIbOIE JUCKIB HA TAILIOITHHI FeHOM BLIMOBLTHO 10
MukHApOTHOI HOMEHKIIATYPH XpoMocoM moauHH (ISCN
2009). V KO/KHOMY BHIAJKY aHaMvBamu 20 MeTadiaiHmx
IUEACTHH,, IPH IA03PL HA MOBAIIIM KiTBKICTh IPOAH:ATI0-
BAHUX ITTACTHH 30bImy BT 10 50.

OLHKY e4Ky 1Ty TPOBOIM.TI TLTHO 13 kpuTepiavu Bee-
CBITHBO! OpraHi¥mii 0XopoHH 30pos 4 (WHO. 2010). Bucho-
BOK «OJII0}00CIISPMIA» CTABIIII IPH KOHIEHTPAI CTISPMATO-
70718 HrpKuitt, Bk 15 x 10° w1 ' Mop(omoriumi ocoSmuBocTi
omurosumH 34 Kruger et al. (1986). [Jna noplBEAHHA “LCTOT
NXPOMOCOMHUN QHOMAMIH ¥ mMArpynax NAEHTIB BHIKOPHCTOBY -
BATH KPHTCPiit 3. 1151 OLHKM PU3HKIB 3ACTOCOBYBATN MOKA3-
HUEK CniBinHoICHH pr3ukiB OR (odd sratio).

PesyaptaTn T4 Ix 00ropopeHss

UHacToTa XpOMOCOMHUMX AHOMATIH Y J0CII LKy BAHIH py-
ni nauieHTiB cknaia 6.6% (rabn. 1). AHomanii ayTocoM BH-
AIBICHO ¥ 67% (17 = 32) Bumaaxis. rosocoM — v 33% (# = 10)
nauieHTie. AHOMATIl FOHOCOM — HAH4ACTIILA XPOMOCOMHA
MATO.I0rs! MALIEHTIB 13 TSHKKHM NOPYLICHHAM CTICpMAaTorc-
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Hewy. [TAUi€HTH 3 AHOMATLAMH TOHOCOM, AK IPABHTIO. Xapak-
TEPHIVIOTECA A300CTIEPMIED. AHOMAIII CTATERHX XPOMOCOM
JAPSECTPOBAHO V16 MAIIEHTIB. JUCOMIK XPOMOCOMH Y
(xapiotmm 47. XYY) BHABICHO ¥ JBOX BHILATKAX (OTHY IO-
BHY Ta OJHY MOMMHY). IE ¥ JBOX MALIEHTIB 3apeEcTpoBa-
HO TepMIHANBHY Jelemiro xXpomocomMu Yqll2-gter. mio
BITIOUWAE  JIOKYC, SKMH KOOYE TEHH CHEPMATOTEHETY
(Revnolds and Cook. 2003; Giwersman et al., 2012), ¥
JICB ATH YOTIOBIKIE BHABICHO [OBHY JHCOMIFO XPOMOCOMH X
(rapiotm 47, XXY, curipoM Kmadeterepa), MosaMHY
hopMy —¥ TPBOX MAIIEHTIB.

Tataua |

Yacrora okpeMux THIEB XPOMOCOMHHX AHOMA. 1l
¥ nauienris iz oesmniam

Tuit attomwni Kiunicr, Yucron, %
TIATTCTITIR
Perpmpoxi Tpancnoxagi 19 206
ATEYTLTONT CTATERHY XPOMOCOM 14 1.9
PaepreamiBenki Tparicmokartii Y 1.2
| cpMiHAIIEH] JClICIni xpoMocoMH Y 2 0.3
THpCpuii 4 0.6
Paszom 48 6,6

Cunapoy KaaitnQenstepa — HaluacTima anoManmist ro-
HOCOM. #KY BWIB/GIKOTE Y MALGEHTIE 13 DC3MLAIIM.
[i wactora cknamae 0,1-),2% ccpe HOBOHAPOIKCHKX i 3po-
crae 10 0,5% y nauienTis 3 onirozoocniepmiero ta 11-23% —
v nauieHtis 3 asoocnepmiero (Niclsen and Wohlert, 1991;
Kleiman ¢t al.. 1996; Huynh ct al., 2002). Cunapov Knaiin-
(pensrepa craHoBuTh 67% AHOMANIH KAPIOTHIY ¥ TIALIEHTIB
3 azoocnepmiero Ta 19% — y nauieHTiB 3 0Jiro300CnepMiero
(Mau-Holzmann, 2003): v aocnimxyeaHii rpymi — 75% Ta
15% eignosiano. IMpudinzno y 80% BHNAIKIB CHHIPOMY
Knadinensrepa BHSBIIKOTE HCMOAlMHKI  KkapioTnn 47,
XXY (puc. 1). (pcHOTHIIIYHAM NMPOSIBOM SIKOTO € A300CnCp-
mis (Lanlranco ct al., 2004).

Y 20% mauienTis i3 caaapovoM KmiHge mTepa BHAB-
ISTEOTH MO3AMHEH KapioTrmn, Haiuactime — 47, XXY / 46,
XY. MosaiMHHH KAPIOTHIT ETKO AIATHOCTYBATH 3 HAABHO-
CTi B MM(OOHTAX IRLUCHTIB ACKIMBKOX KNTHHHHX JTHIH,
OTHAK HEOMOJKINBO BHKIFOUMTH TOHATHHH MOBAIIM 732
HAABHOCTL HEMOAMHOTO KAPIOTHITY KPOBL HIO YCKIATHIOE
MEIHKO-TEHETHYHE KOHCYIRTYBAHHA TAKMN IamieHTtis. Ha-
SBHICTh MOAMHOTO KAPIOTHITY 3 HOPMATHHUM KJIOHOM KTi-
THH € MPOTHOCTIMHO CHPHAT/IHBIIION0, OCKITIBKIL K MPABU-
70. He CHPHYHHIOE A3QO0CIIEPMII0, 4 3¥MOBJIOE MEHII IIO-
pyimeHHa cmepMatorenesy (Maiburg et al.. 2012: Oates,
2012), ¥ nocTiayBaHiii rpyni BCi TPH NALUEHTH 3 MO3aiu-
HUM cuHApoMoM K taliH(ensTepa XapakTepusyBAIHCE HC
MOBHOKO BLACYTHICTIO CNICPMATO30111B B CAKY14TI, a 0.Jiroac-
TCHO00CMCPMIEH) 3 KOHLUCHTPALIEK) CICPMATO301A1B, L0 HC
nepeeuinyBaa 5x 10° va ', Bifblue Toro, iMOBIpHiCTL BU-
SIBJICHHA CMCPMATO30i1iB ¥ MaTcpiam TecTHKy 1spHol dioncii
Y MALGEHTIB 13 MO314YHHM KAPIOTHNOM 1 a300COCPMIEIO 3HA-
YHO BHILA, 3a JiTcpatypHuMi faHnme (Schilf et al., 2003), y
MOMOBHHI BHMAAKIB TCCTHKY BIPHOT OIONCI ¥ NALIEHTIB 13
cHHApOMOM KnalindicnbTepa BIAETLCH OTPHMATH CIICPMATO-
30ian, Buxopucranus ICSI y Takux malieHTiB nigBuuiye
PH3HK NCPCIAtl XPOMOCOMHHX AHOMATIH TTOTOMCTBY .

Y HW3LI JOCNII/KCHE BHABICHO 3IATHICTE YONOBIUHN Ie-
PMIHANBHHX KMTHH 13 Halopom XXY npoxonnTd wMciios i
yTBOPEOBaTH rinepramnoizni ramerd XX ta XY (Huynch el
al, 2002). Ognak y GinbmwocTi PodiT i3 BHKOPHCTAHHAM

(vopecuenTHol ridpEmnamii i sity (FISH) Ha JerxoHaeH-
COBAHHX AAPAN CIEPMATO30iTiB MAILIEHTIB I3 CHHAPOMOM
Knaimde 15Tepa BHABISHO “HAYHO HIDKML MACTOTH CIIEpMA-
TOOLIIB 13 AUCOMIAME CTATEBHX XPOMOCOM. HIK TSOPETH-
HO ouikyeani 30% (Ferlin et al, 2003). FL\IOBipHo, XXY
KITHHH He 3OATHI MPOXOIHUTH Melo3. a CIepMAaTo:0iin ma-
Li€HTIB I3 cHHApoMOM K TaliH(embTepa MoX0IATE BiT repMi-
HATBHIX KITHH I3 HOPMATBHAM KapiotumoM. HasgsHicTe
CTIEPMATO0IIIB I3 JUCOMIAME CTATEBHY XPOMOCOM — pe-
WIBTAT DOPYIUEHHA CETPETANil XPOMOCOM TepMIHATBHHX
KITHH 13 HOPMATBHIM KAPIOTHIIOM ‘Epe3 HeCTIPHAT THBHH
BILTHB MIKPOOTOMCHHS, SIK IOKA3aHO A14 MHIUCH 13 HaDopoM
crarceux xpovocoM XXY (Mroz et al.. 1999). Kpim niasu-
IICHHST YACTOTH HCPO3ZXOPRCHHS CTATCBHX XPOMOCOM ¥ Ma-
HIEHTIB 13 CMHAPOMOM KIaliudcnbTepa iCHY € pH3UK NiBM-
HICHHST YACTOTH HCPOZXOPRCHHS AYTOCOM, JOKPCMA NPOMO-
comu 21 (Lanlranco et al.. 2004), Tomy nauieHTaM i3 CAHA-
poxvov Knaitenstepa v nukmax JIPT §¢3 aouauii cnepmu
PCKOMCHAQBAHO MPOBCACHHA MCPCAIMMLIAHTALIHHOT FCHCTH-
unoi Jiarvoctiku (M1 /),

Jpvro 31 HaCTOTOH) KibKICHOK HOMANIEH) FOHOCOM ¥
QOCTILKYBAHIH MPyMi NALIEHTIR Ov.a AUCOMISL XPOMOCOMH
Y — kapiorun 47, XYY . bBinbwicts nauienTis iz kapiornnoM
47. XYY HC MArOTh 3HIKCHHs! (DCPTHIBHOCTI, O1HAK HACTO-
TA JaHOI AHOMAIT ¥ Pyl DALIEHTIB 13 PCNpOay KTHBHHMH
POTANAMHA MIABMLICHA YIBIMI — BTPHYI NOPIBHSHO i3 3ara-
nrononysiuiiiHor (0.2-0.3% nopisugno 2 0,05% v HoBO-
HaporeHux) (Yoshida et al, 1997). Yacrora aucomii Y
(47. XYY) v aocnipkysauiii rpyni cranosuwia 0.27%. 3vinu
¥ NOKAZHHUKAX CICPMOIPAMH TAKUX MAUIEHTIE PIAHITHCS Bix
HOpMO300cnepMii 10 Tsokkol onirosoocnepwmii. Taka Bapia-
OC.IBHICTL NOPY LICHB CIICPMATOTCHCRY 3Y MOBJICHA PI3HHLICK)
¥ 4AcTOTaxX MCHOTHYHHUX KOH(irypauii noaarkosoi xpomo-
covH Y 3 IHIIDMMH CTATEBHMHE XPOMOCOMAMI. OCKITBKH Jg-
AKL 73 MOYKTHBIX KOH(PIrypanii MoKy Th OIOKYBATH MeHO3 Ta
TMOPYIIVBATH criepmarorenes (Blanco et al.. 2001).

Cepen aHOMAMIH AYTOCOM ¥ TALIEHTIB 13 OS3mIizamM
HAHYACTIE — EBHABTAFOT  CTPYKTVPHL  mepeOvIoBH.
Y JoCmTRYBAHIT TPy 3apeecTpOBaHO 19 pemumporHix i 9
POOCPTCOHIBCERMN TPAHCIORALIMH, a Taxox 4 iEBepCii. Pobe-
PICOHIBCBKI ~ TPAHCTIOKAIL BHHMKAIOTB V  PE3VIBTATI
HECHTPOMEPHOTO 3THTTA JOBIHX IUIEHCH AKPOLEHTPHYHHX
xpomocom 13, 14. 15, 21, 22, YTpata KOPOTIHX IUICHEH ak-
POLEHTPHMHHX XPOMOCOM HE Ma€ (CHOTHIIMHOIO TPOSBY,
OCKLTBKH TEHH. JOKATI3OBAHI B iX PalOHAX, BHCOKOIIOBTO-
PIOBAHI Ta 3AKOI0BAHT B KOPOTKUN TCHAX THLIMX AKPOLCH-
TPHHUHHX XPOMOCOM, TOMY KApiOTHN HOCITB POOCPTCOHIBCH-
KHX TPAHCIOKAUIH 3a0MIAeThe 30anaHcoBanny, 13 Mosxnm-
BHX KOMOIHAIIH 5 KPOUCHTPUUHUX XPOMOCOM, HARYUACTINIC
BHABJAEOTb TRAHCIOKALGT 13 301y MCHHAM Xpomocom 13/14 1a
1421 — der(13;14) Ta der(14;21), 13 9 podCPTCOHIBCHKUX
TPAHCIOKAWH, 3APCECTPOBAHMN ¥ JOCTKYBaHIl rpymi, v
78% (1 = 7) sunaaxis sussnsId der(13;14) (puc. 2),

Yactota poOCpTCOHIBCLKMX TPAHCIOKALIH CTAHOBHTH
0.001% v nosouapomscHux (Niclsen and Wohlert, 1991),
0.2% — v nauienTis 3 azoocnepmicto Ta 1,5% — v mauieHTis 3
oairosoocnepmiero. 3a manumu Ravel et al. (2006), yacrora
der(13:14) y aoHOpIB CICPMH 3 HOPMATBHHMHA NOKa3HHKaMH
CHKYIIITY HC BLOPI3HAETHCS BIL 4ACTOTH AAHOT epcdy,10BH ¥
rpyni HOBOHAPOTHCHAUX. TOOTO ¥ HOCITB PODCPTCOHIBCHKHX
TpaHCIOKAUiH HC ODOB M3KOBO PO3BHBANOTLCA TOPYILCHHS
CNCPMATOICHC3Y TA HC BCI BOHH MAKTh PCIPOIYKTHBHI
TPOO.ICMH.

16 Visn. Dnipropetr. {iniv., Ser. Biol. Med. 2013, 4(1)
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OgHak ¥ JOCTLDKEHIH TPyIi B YCIX TeTepO HIOTHHX HO-
CIIB poOEPTCOHIBCERIX TPAHCIOKANIH BAABICHO BITXHTICHHA
TORASHAKIE criepyMorpaMu: v 2 (22%) MALEHTIB 3apeecTpo-
BAHO A300CTIEPMIT0. ¥ 2 (22%) 0TIr0aCTEHO300CHEPMIED. IS
v 2 (22%) OMroacTeHOTePATO00CTIEpMIFD. Ta ¥ 3 (34%)
ACTCHOTEPATO300CTIEPMIF0. MeXaHI3M, 32 AKHM. IMOBIPHO,
poOEPTCOHIBCEKL TPAHCTIOKALI 3YMOBIFOTh TMOPYIICHHST
CIICPMATOTCHE IV, MOJLATAE ¥ ONOKY MeHOo3y MACTHHM TaMerT 13
XPOMOCOMHIMI AHOMATLIMH. TPAHCIOKOBAHI XPOMOCOMH ¥
MeHO3 VTBOPIOIOTh TPHBAICHTH, THI aHA(KIHOTO pPO3NO-
JUKEHHA AKHX YMOBTIOE YTBOPEHHA 300TAHCOBAHHX abo
HC30a03HCOBIHHX (13 TPHCOMISIME TA MOHOCOMISIMM) [AMCT,
YacTana raMcT i3 He30AIAHCOBAHEM KAPIOTHTIOM CTIMIHY-
EThCH i YAC AO3PIBAHHS CIICPMATO30ITIB, HAMPHKIA, HC-
Pe3 anOTMTHYHWI 1AM, 1K UC MOKASAHO A1 MHIICH-HOCITR
pobepreoniBekkux Tpancaokaiil (Eaker et al., 2001), ¥ pe-
YJILTAT] HOIO 3HUYHOTLCH NOKAZHUKH KOHUCHTpaWi cnep-
MATO301iB.

Y nocnmizxyBaHiit rpym MALi€HTIB PCUMNPOKHI TPAHC-
JOKALGT BUABACHO 3 yacToTor0 2,6%, Peuunpokni TpaHcIo-
Kauil BHHUKAIOTh ¥ Pe3yALTATI QOMIHY TITIHKAMM MisK XpO-
MOCOMAMH 0C3 3MIH KINKOCT FCHCTHMHOO MaTcpiany (pHc,
3). Peunnpoxri Tpancnokauii BusieicHo Y 19 nauieHtis i3
MOPY LICHHSIM CIICPMATOICHCYY Bid A300CNCpMil 0 ACTCHO-
3pocnicpMii. HasiBHICTE 30aNAHCOBAHNX TPAHCIIOKALIN MOMC
MATH (PCHOTHUIMHUI POSIB Bi 1 ACTCHOR00CHTPMIT 10 0.Tr0-
ACTCHOTCPATOR00CTICPMIT. PIAIIC BHKIHKAFOYH a300CTICPMItD
(Tabn. 2). ¥ nauieHTis 3 2300CNCPMIERD TPAHCIOKAUIT CTAHO-
BuIm Jwe 25% (1 = 3) yciei naronorii, 2 0n1iroacrcHo- Ta

QIITOACTEHOTEPATO00CTIEPMIETD — 80% (17 = 4) Ta 70% (n =
7), BIOIMOBLIHO. ¥ MANIEHTIB 3 ACTEHOTEPATO0OCHEPMIELD
TPAHCIORATII OV M €THHAM THIIOM XPOMOCOMHIX AHOMATILIL

SR mpaBHIO. PeUHIPOKHI TPAHCIOKAUI YHIRATHHL, TOO-
TO BHHHEKAEOTE YEPEs YTBOPCHHA BHITIIKOBHY TOUOK POTPH-
BY T4 CIOIVYEHHA ¥ JATYHEHIY XPOMOCOMAX. Y JIOCTLDKY -
BAHIH TPV He BUABICHO JKOJHOI PEIRIIPOKHOI TPAHCIOKA-
mii MEK xpoMocoMamu 4. 10. 11, 13, 20, 21. Pernra xpoyo-
COM OVIIH JUTVHCHI 10 MepedYIOB I BHIATKOBIMHE TOUKAMHA
POPHBY TA CIIOIYYCHHA

PenpoayKTHBH] PHIMKI A4 HOCIB TPAHCIOKAIIT 3¥MOB-
JCHI VTBOPCHHSIM HC30aNaHCOBAHMX FAMCT 13 “MACTKOBUMH
TPHCOMISIMU T3 MOHOCOMISIME 31 PAHOHAMM XPOMOCOM, LIQ
FmvucHi 10 nepedy,aoBH. HacToTa HE0AIAHCOBAHNX [IVCT
MOIKC KOTMBATHCH BiA 19 10 81%, 3a0CHKHO BT THIY TPAHC-
JOKAL, XpPOMOCOM 1 PaHOHIB, BKIFOMCHHX A0 mcpcdy 0BH
(Escudcro ct al., 2003; Anton et al., 2007). Tomy Hocism
TpaHCIOKAll MoKazaHO nposeacHus wuiais JPT i3 TFJT
AT SHUACHHST PHBHKY HCBHHOIIY BAHHA Td HAPOIRCHH
TMTHHH 3 HC30AMAHCOBAHMM XPOMOCOMHHM HADOPOM,

luBCpCii AyTOCOM — APY LU 34 YACTOTOKY THN CTPYKTYP-
HUX ncpe0ya0B micnd Tpavcaokauii. [Hecpeii xpomocoy —
CTPYKTYPHI ncpcOyJOBH, IO YTBOPHOTECH vV PC3YIIBTATI
BHHUKHCHHSI JBOX TOUOK PO3PUBY B OJHIH XPOMOCOMI 3 1O-
JATBIUMM TOBOPOTOM CCIMCHTA, L0 YTBOPMECH, HA 180°.
3A71CHKHO BIZ POTALLY BAHHS LUCHTPOMCPH, IHBCPCIT 10 ais-
KOTb HA NCPH- (i3 ATy HCHHIM LUCHTPOMCPH) TA NAPALCHTPH-
yHi (B3 QY UCHHS LCHTPOMCPH).
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Tatmua 2

Penpiporni rpanciioranti, BusB. 1cHi v uanienyis iz 6esn msm

No Kapiol DeHO MM IUHUIH LPOsIB
146, XY, (1.5 pl3.gll.2) ACICHOTCPATO300CIICPMISL

2 46, XY, (10N p36.1;pl 1.2) ACTCHOICPATOOCLICPMISL

346, XY, 12:15)q21.2,92%) OIILOACTCHOTEPATO00CLICPMIST

4 |46, XV, 02,1 7Mg31:pl3) OILOACTCHOTEPATO00CLICPMIST

50 4o, XY, 12,18 pl gl OILOACTCHOO0CLICPMIS

6 |46, XY, W(3:.8%yl3.2:;p23.1) OILOACTCHOTEPATO00CLICPMIST

746, XY, (1317 gl 1. 1pl13) OTTOACTENOTEPATO OOCTIEIMIS

8 [45 XY, (515 g35.qll)-15

OMTOACTER I0TEPATO! 'K}OCHG})]\IiH

S 46 XY (319 (pl3gl3l)

ACTETTOTEPATO 'E(}OCT[epl\fiH

10 146, XY, (519l 1.1:q12)

ACTETTOTEPATO 'E(}OCT[epl\fiH

11 146, XY, (6. 7Xql2:pl5)

OMTOACTER I0TEPATO! 'K}OCHG})]\IiH

12|46, XY (6 13Xq25.1.q21.2)

OJJj.[‘O:'.lC'l‘CHO'lUp{l’lU HIOCL ICpMj}I

13 |46, XY, (6. 14)pl2:q31)

ACTCHOTCDATO300CL ICpMj}I

14|46, XY. (9. 13xpl0-pl2)

A300CLICPMISL

15 |46, XY ((9:13)gl1:ipl 1)

OIIICACTCHO300CLICPMIs

16 |46, XY _ (9:15Xq32;pl1.2)

ACTCHOTCDATO300CL ICpMj}I

17 46, XY, (916X q22:pl 1)

aU’lUlI(Tlcpa'l()fi()()clleMiS[

18 |46, XY, (0.19)pldpl2)

OILOACTCHOTEPATO00CLICPMIST

19|46, XY, (15:22)q24q13)

OILOACTCHOTEPATO00CLICPMIST

Y mocIDEYBAHII TPYII YACTOTA iHBEPCIH CrIama 0,6%.
IHBepeii BUSBAIOTH 13 vacToToro (,022% ¥ HOBOHAPOTKC-
Hux (Niclsen and Wohlert, 1991), 0,088% v AoHOpiB cnicpyu
(Ravel ct al, 2000). ¥ wmciio3i iHBCPTORAHI XPOMOCOMHU
VYTROPIOKTL MCTAK), PO3MIP SIKOT 3AICKUTE BiA BCIHUMMHH
IHBCPTOBAHOIND CCrMCHTA, KPOCHHIOBCP MDK  AIBIHKAMH
MCTJi BUKIHKAE YTBOPCHH: HC30ATAHCOBAHMN FaMCT 13 Ay -
JikariaMu ad0 ACACUISIME CCIMCHTIR, THCTATLHUX 10 THRCP-
TOBAHHN pabioie. YacToTa yTBOPCHHS HC30AIAHCOBAHHX
FaMCT KOPCTIOE 13 PO3MIPOM 1HBCPTOBAHOID CCIMCHTA Ta
koIuBaeThes Bia 0.2 a0 29% (Perrin et al., 2009), Jcaki 3
1HBCPCiH aconiiioBaHi 3 OCINTATIM T4 NOPYHICHHAM COCP-
MATOICHC?Y, OHAK B1IbIUICTL i3 HHX HC MAKOTh (DCHOTHILY-
Horo tiposisy (Mau-Holzmann, 2005; Chantot-Bastaraud ct
al, 2007). ¥ aocaiaxysadiil rpyni B OJHOIO MAUIEHTA 3 iH-
sepeiero inv(10)(pl2q21) He GVII0 BHAIBICHO SKOJHWX BiAXH-
JICHb ¥ TIOKAIHHKAN CTICPMOTPAMH. TPH 1HILI NAUiEHTH xapa-
KTCPH3Y BATHCh ACTCHOI00CTICPMIEHD.

AHanNi3 YACTOT KiNbKICHHX 1 CTPYKTYPHHX TICpcOyYI0B ¥
MIAMPYNAX NALIEHTIB BANCKHO Bi, CTYIICHS THKKOCTI NIOPY-
IICHHS CHCPMATOICHC3Y BHSIBHB JOCTOBIPHC (P < 0.001)
MiJBHILCHHS “YACTOTH KLIBKICHHX AHOMAN ¥ NauieHTiB 2
asoocnicpMmiero. Hawi peayisTath y3romKy OThS 3 nonepe-
JIHIMH JAHHMH TIPO TC. WO KiNbKICHI AHOMAIT TOHOCOM “ac-
TINE BHABIAIOTh ¥ MALIEHTIE 13 A300CHEPMICI0. ¥ TOH Hac K
CIPYKTYPHI MEpeOYI0BH POECTPYIOTE. B OCHOBHOMY, ¥ Ialll-
€HTIB 3 OJI0- Ta acTeHooocmepMicro (Elghezal et al., 2006;
Rao et al.. 2006; Vijayalakshmi et al, 2011).

YV DALGEHTIB 13 BIIXICICHHAME TOKA3HUKIE CIIRPMOTPAME
YACTOTA XPOMOCOMHHX AHOMATMIH BHINA HDK ¥ 3aTaThHIN
momyaAil. Y JOCTLTKYBAHIH TPYII 3araibHA HMACTOTA Xpo-
MOCOMHITX AHOMAJILH CKITA 6.0%, 34 JAHIMH MeTa-aHATIl Ty
e ¥ ABTATIB KAPIOTHITYBAHHA 3087 MALICHTIB I} O I TLIIN,
Cepe.IHA TACTOTA XPOMOCOMHEUY AHOMATIH ¥ TPYIIL 0. IOBIKIB
It BLIXILIGHHAMH TOKAHHKIB CIIEPMOTPaMH cKIajae 7.7%
(Martin, 2008) Ta ncpceuiLye mony.nigiiHy B 10-12 pasis
(Niclsen and Wohlert, 1991), Yactota XpOMOCOMHHX aHO-
Manii v nauieHTis i3 6c3mmiagsm sapitoe v Mesax 3—19% i
3AICKHTL Bl KPHTCPIiB BK/IMOUCHHA NAUJEHTIB ¥ J0CITI-
JKCHHA Ta CHIBBIAHOIUCHHS MiACPYN MALIEHTIB i3 PiZHUM
CTYNICHCM TSKKOCTI TOPYLUCHHs cnepmatorcHesy (Rao ct

al.. 2005: Bertini et al., 2006; Chantot-Bastaraud et al., 2008;
Kumicpe ct al., 2009; Alkalaf and Al-Shoumcr, 2010; Dul ¢t
al.. 2010; Hofherr et al., 2011). Haitniruay 1acToTy XpoMO-
COMHHX AHOMATIH ¥ MAWEHTIB 13 Ge3mmi Ay susisIcHo Dul
clal (2012) y rpymi 3 1223 mawienTis i3 8esnmansm (3,1%),
¥ SKY OYJ10 BKAKMCHO MALGEHTIB 13 HOPMO300CTICRMIERD) Ta
HCBIATHMK moncpeauivi cnpodamu JIPT. Bimny uactoty
(19-23%) XpOMOCOMHHUN AHOMATIET 3aPCECTPORAHO ¥ A0CTi-
GRCHHAX YOJORIKIB 13 TSDKKHMU JOPMaMK MOPYIICHH CNc-
PMATOrCHC3Y : OTIrQ300COCPMIcto Ta a30ocnepmicto (Baschat
¢t al.. 1996; Klciman ¢t al., 1999; Foresta ¢l al., 2003). Hamu
BHABJICHO MIABHICHHA YACTOTH XPOMOCOMHNX AHOMAMiH 3
JPOCTAHHNM BiIXHIICHb TMOKA3HWKIB CICPMOIpaMH — Bix
1.1% v niarpyni nauieHTis iz Hopmosoocrcpyieo 1o 11.6%
¥ miarpyvoi 3 oairoacTeHoTeparTozoocnepmierd ta 350% vy
niarpy i iz a3oocnepmiero (prc. 4).

Cepen nauieHTiB I3 BLICYTHICTHO BIIXHICHb TIOKA3HHKIB
CMICPMOMPaMK BHARIICHO JTHILC OIHY NPOMOCOMHY AHOMAITIFO —
NCPULICHTPUHHY {HBEpCiiy xpomocoMu 10 inv(10)(pl2q21).
Yactora XPOMOCOMHHX AHOMAIIN ¥ nauieHrie Oc3 Biuxu-
ICHb ¥ TMOKA3HHKAX CHCPMOIPAMH, HANPHKIAL, JOHOPIB
cnepyu, cranosars (0,.37% (Ravel et al., 2000) i maiike He
BIIpI3HAETHCH Big 4acTOTH ¥ HOBOHApoxxcHuX (Niclsen and
Wohlern, 1991). Tobro 3HauHA wacTka 30AIAHCOBAHHX XPO-
MOCOMHIMY IepedyIOB, AKI He MOPYIUVEOTH CIIEPMATOTEHES,
JATHIIACTECA He JITHOCTOBAHOK. OIHAK HABITH 34 BLICYT-
HOCTL (DEHOTHIIMHOTO TPOABY HOCI 30ATAHCOBAHFX Mepe-
GvI0B MAFOTH IABHINCHWH PHIHK YTBOPSHEA TaMeT 13 He-
JOATAHCOBAHIM HAOOPOM Ti. BLAMOBLTHO, DI INA, HOBH-
HOLIYBAHHA 400 HAPOKEHHA JiTel I3 XPOMOCOMHOK IATO-
T0Ti€R0. TOMY YACTOT:A XPOMOCOMHIX AHOMAJIH V ITATIEHTIB
13 HOPMOI0OCTISPMICI0 TA OSIUIITAM B AHAMHE € JeIlo
BHIIOHO i ckIamae 2.0-2.6% (Gekas et al.. 2001: Yatsenko et
al.. 2010).

V IALIEHTIE 3 4CTEHOI00- Td ACTEHOTEPATO 00CTIEPMIEEO
HC BHSIBICHO MABMINCHHI YACTOTH XPOMOCOMHUX AHOMATIH,
Haun aaui v3roTKyiOThCH 3 PC3yILTATAMM IHIIMX JOCTIA-
uukis (Clementini ¢t al., 2005; Dul ¢t al.. 2012) Ta CBiaMarh,
WO NAMEHTH 31 3HIDKCHOKO PYXJIMBICTHO CIICPMATO0iNIB. a
TAKOK HIDKCHORO PYXJIHBICTHO TA BiAXWICHHAMH Mop(ono-
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TiYHIX NOKAHAKIB CTIEPMATO0IIIB He HATICIKATh IO IPVIIH
PHIHKY BHABICHHA XPOMOCOMHNY AHOMATIH

HacToTa XpOMOCOMEIY AHOMAMI JOCTOBIPHO 3POCTAE 3
SHIDKEHHAM KOHIEHTPANLl CIIEPMATORO0LIIB. ¥ IPYIEX HAIli€-
HTIB 3 OJTOACTEHO300CTICPMIEID, OMITOACTEHOTEPATO300C-
MEPMIEI0 Ta A300CHEPMIEE) BHABICHO JIOCTOBIPHE ITiIBH-
TECHEI YACTOTH XPOMOCOMHITX AHOMAIIH (Tabm. 2).

3a TTepaTYPHHMHE JAHHMH. 4ACTOTA XPOMOCOMHIX
AHOMATIH ¥ TPYTAX MAIMIEHTIB 3 4300CISPMICI0 KO THBAETHCH
B veskax 11-24% (Elghezal at al., 2006: Wang et al., 2010),
4y MALIEHTIB 3 OTT000CIEPMIEI0 — B Mepiax 2—-16% (Ferlin
¢l al., 2003; Martin, 2008; Yatsenko ct al., 2010). Bucoka
YACTOTA XPOMOCOMHHX aHOMANII ¥ NalieHTIB 3 asoocncpyi-
et (35,0%) Ta onirozoocnepmiery (10,3%) vy Hawmowy no-
CALKCHHI 3¥MOBICHA OCOOIMBOCTSIMU [PYAM MALIEHTIB;

40

YACTHHA 3 HAX OVTH HanpaemeHi g0 KniHikg penpoayKIHe-
Hol memmmuHy «Hamig» amg npoeedeHsd [T v 3B'43Ky 3
HEBIAIME TonmepeHIME cripodamu JJPT ad0 caMOBLIBHU-
ME BHKITHAMH B AHAMHE?1.

J71a BH3HAYEHHS KPHTHYHOI KOHIIEHTPALLl CriepMaTo30i-
JiB. 31 AKOI POCTA€ PHIMEK BUABICHHA XPOMOCOMHEX {AHO-
MATIH. BBLKAIH 31 JOUUTBHE POILIHTH TAIIEHTIB 3 OJITO-
JOOCTIEPMICR0 HA TLAKY OMIO300CTIEPMIFO (KOHICHTPALILA
crepMatonoimis <5 x 10° M1 ') 1a MOMIPHY OJIrO30CTIEPMID
(ROHIISHTpAIiA CiepMaTosoimis >3 x 10° 1 ). Buasieno
JOCTOBIPHE MIABHINCHHA YACTOTH XPOMOCOMHIY AHOMLTIH ¥
MAUIEHTIB 13 THKKOO oumrosoocnepyicto (2 < 0,03) ta aso-
ocnepmieto (12 <0,0001) mopiBHIHO 3 HOPMANBHOKY KOHTICH-
TPALIECH CIICPMATO301iB,

33

30

/

25

1 pd 3

4 5 i

Puc. 4. HacToTa XpoMocoVIEIAX AHOMATIH ¥ MMTPyNax MAMCHTIR i3 pizimM cTYTICHCM MOPYTIICITAS CIICPVATOreHe3y:
| — MOPMO3OOCTIEPMICIO, 2 — ACTEIOR0OCTIZPMICTO, 3 — ACTeTIOTEPATONOCTIRPMICEY, 4 — TIT0ACTETINO0CTIEPMICTO,
3 — QUIICHCTCHOTCPATU300CLICPMIELD, 6 — 300CLICPMIER)

Tutrams 2

YactoTa THIIB XPOMOCOMARX AHOMAMH ¥ MANCHTIR 3ATCHTIO BT THAKOCTI HOPYIICI CTICPMATOTCHECTY

- ) Kiekicrs YacTora KUIBKICHHY YacTom CTPYKTYPHMX Al IBEHA WCTOTI
L 1opyeHHy S : ,, ol . ) ol ) ) RPN
Ll eI XPOMOCOMITHX @l IOMeL [T, %0 | XpoMocoMENN 8110 ML 11it, Y| XpoMOCcoMIMX wiIoMa i, b

HopMosoocLepMis 87 0 1,1 1,1
AcTel 00 epMIsl 136 0.6 1,3 1.9
ACTEIRYIEPUTO00C ePMIY 257 04 39 4.3
OIMroacTeNo300CTIEPMIT 46 2.2 43 0.5*%
OMroacTENOTEPATGOACTIEPMIT 138 0.7 10.9 11.,6*
AszoocTiepis 40 25 10 35*

Llpumitra: * - P <005,

Tatmua 3

Yacrora XpoMOocoMHHX AHOMA LA ¥ NALIEHTIB i3 pi3HOK KOHOCHTPALICI) clepMatosollis

KonteHrparis ciicp- Kimkicts KubkicTs 101ieHTiB 13 HacTomra XpoMOCOMHUX OR T P
MATOSOUTIR, MIT TIATHCHTIR [ XpOMOCOMITEMET ATIOMATISTMI ATIOMATIH
>13x 10" 300 15 3.0 - - -
3-13x10° 80 7 8.8 3.1 122-7.86 <N
<3x10° 104 12 11.5% 421 1,91-9,30 <0001
AszoocTiepis 40 14 33y 1741 7.60-39.86 <0001

TTpumirgu: * — P <005, ¥ — P <(0.001.

Pexovertauii woa0 noCni GRCHHS KapioTHIY 4OJI0BIKIB
3 OIIr0300CHCPMIERD 0AVHOTLCA HA TOMY, LU0 YONOBIKH 3i
3HHAKCHOKY KOHLCHTPAUIEKD CIICPMATOR0IIIB MAKTh TABH-
IICHHHA PU3HK XPOMOCOMHHMX AHOMANIH. Tak., PH3MK BHsB-
JICHHSI XPOMOCOMHHX AHOMATIH 3POCTAE ¥ TPY I MALIEHTIB I3
NoMipHOC omirozoocnicpmicto y 3.1 paza. 13 THKKOK OTiro-
300CTEPMIER) — v 4.2 pasa. 2 groocmepumie — vy 17.4 pasa.
TobT0 SHIKSHAA ROHOSHTPALIT CIEPMATOB0IIE € IH{opha-

THUBHHM KPUTCPIEM 1181 CCICKUT TIAUIEHTIB i3 MiABHLICHAM
PHIHKOM XPOMOCOMHHX aHOMATIi.

Bucronkn

VYCTAHOBICHO MIIBHIICHY YACTOTY KiMBKICHHX I CTPYR-
TYPHHX IICPEOY 0B XPOMOCOM ¥ TMPOLMTAX e PHOCPHHHO
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KPOBI HOTIOBIKIB 13 BIIXHICHHAMH NOKAHHKIE CIIepMOTpa-
MU, AKl IPOXOIATH TKYBAHEA OC3ILTINTA 3 BUROPHCTAHETM
metonis JPT. YacToTa XPOMOCOMHIIX AHOMATIH 3pocTama 3
SHIDKGHHAM KOHLEHTpAUii crepMaTo’oidie 1 Oyi1a HaifBu-
HIQKO B OCI0 3 OJIIQI00CISPMIEI0 TA A300CTIGPMICT0. 1O BKA-
3V€ HA HEOOXIIHICTD JOCTITKSHHA RAPIOTHITY ¥ TAKHX ITarli-
€HTIB TP MPoBeacHEAM Iiws JIPT.
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