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LIMTOTEHETUYHHI AHA/TI3 XPOMOCOM V TALIEHTIB
3 MOPYIIEHHAM PENPOYKTHUBHOI ®YHKLII

IIpoBeneno gocaimxenns Y-XpOMOCOMH Y HMAIII€HTIB 8 MOPYIIIEHHAM PEnpOIyKILii.
Bigsmauena posb CTPYKTYPHHX 3MiH Y-XpOMOCOM V BHHHMKHEHHI IODPYIIEHB
CIIEPMATOTEHE3Y, M0 MOMKe HMiABUIYBATH PUSHUK CIOHTAHHUX a0OpPTiB y KiHOK.
CrocTepiraeThbCs 3aeKHICTh MilK CTPYKTYPOIO TeTepPOXPOMATHHOBUX ALMAHOK
XPOMOCOM i GesmIifgaM y YOJOBiKiB.

Karouosi caoBa: Y-xpomocoMa, reTepoOXpOMATHH, Oe3IIiTHICTS.

YHosaoBiue Ge3maigas Oy:Ke YACTO CYIPOBOAKYETECA XPOMOCOMHUMHI aHOMA-
aiamu, CroocrepiraeTbea KOpPeadallis MiK DOPYIIeHHAME CIIEPMATOrEHEe3Y Y 40-
JoBiKiB i cmoHTaHHUMEU abopramMu y kimok [1, 2]. V uosoBikiB 3 Gesmaiggam
aHoOMAaJil cTaTeBUX XPOMOCOM CKJIaZaioTb 75 %, ayrocom — 25% . Bigomo, 1o
OesIIigHICcTIO cTpamaaTh npubausuo 15 % moapys:kHIX map, i B 40-50 % mux
BUIIAAKIB YOJNIOBiKM MAalOTh KiNbKIiCHI Ta AKiCcHI IIOPYIIeHHS CIIepMAaTOTeHe3y.
Hosxxuua Y-xpoMocoMu ckaagae 2-3% ramioigHOro reHoMy JOAUHHA. PaHimnre
BBaMKaJU, 110 moaiMopdisMm Y-XpoMoOCcOME He BILINBAE HA Y0J0BiUy 6es3mIigHicTs,
IIpoTe CHOTOAHI ITA TOUKA 30PY IMeperadJacThCcAa. 3a JOIMOMOTOM IIUTOTEeHeTHY-
HOTO OOCTiIKeHHA BU3HAYUEHO TPHU TOMAiMOP(PHI JimauKn Y-XpoMocoMHU, SKi, AK
BBAYKAIOTh, MAIOTh BiJHOIMEHHS OO PEIPOAYKTHUBHOI PYHKIIII YOJIOBIKiB:

1. IlceBgoaytocomui minauxu (PAR), posramoBaHi Ha KiHIAX AK KOPOTKOTO

(PAR1), rak i gosroro (PAR2) nmneua xpomMocoMmm;

2. EyxpomaTuHOBa AiASHKA, PO3TAIIOBaHA AucTaabuo Big PARI;
3. TerepoxpomMaTuHOBA OiMAHKA, AKA BRJIOUYAE AucTaapHui ¢parment Yq. Oc-

TaHHIiN € moaiMopdhHUM 10 AOBKUHI y PIBHUX YOJIOBIKiB.

B Y-xpomocomi J0aMHET PO3TAIIOBAHI reHN, KOHTPOMIOOUI qudepeHITitoBaH-
Hs cTaTTi, PopMyBaHHS sI€UOK i mpomec cuepmarorenesy (AZFa, AZFb, AZFd,
AZFc, DAZ, SRY Taium.) [3, 4, 5].

ITopytrenus cmepMaToreHesy (0Jiro300cuepMia, aCTEHO300CIIePMiA, a300CIIep-
Mid, miocmepMis) € HAHOIMBINT POSMOBCIOMKEHUMM CUMIITOMAMY IIPU PisHUX Hop-
Max JoJioBiuoro Gesmmians [6, 7].

Bigomo, 1o 6inbiry yacTuHy Y-XpOMOCOME CKJIAAAE TeTepoxpoMaTuH. I'eTe-
POXPOMATHUHHI JIMAHKKM XPOMOCOM HaWYaCTillle IPUHMATh YUacTh Y XPOMO-
coOMHUX mepebyaoBax mpu pisumx dopmax Gesmwmigasa [6, 8, 9].

Meroo maHOTO DOCHiIMKeHHSA € BUAB aAHOMAJIHA Y-XPOMOCOMH Yy HAIli€HTIB 3
TOPYIIeHHAM PenpoayKTUBHOI (PYHKILII.
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Marepianu Ta Meroamn

IuToreHeTuYHi HOCHIAKeHHA IPOBAAUINA Y YOJOBIKIB 3 MOPYIIEHHAMHA CIIeP-
MATOTeHe3y, BUABJCHUMH 34 iX 00CTe)KeHH mepe] IPoIeIypoIo MITYYHOTO 3All-
Aigmennsa. Marepianzom Oas gocaifkeHHs Oyam JiMQOIUTH BEHO3ZHOI KPOBIi;
CTePUIbHUHA 3a0ip KpoBi i KyJIbTUBYBAHHA KJIITHUH 34iHACHIOBANAKM Yy BiAmoBif-
HOCTi i3 cTaMAapTHOIO METOAUMKOI0 KapioTmmyBaHHA (HamiBmikpomeron) [10].
Kaituau rposi KyapTuByBaam 72 roguau npu Temneparypi 37 °C Ha cepeno-
pumii 199 (5 ma) 3 goganuam ditoremarnworuuiny (70-100 mrxa za 1 daaxoH).
JJd KOMKHOIO HallieHTa BUKOPHCTOBYBYBadHW mo ABa ¢iaaxonu. Ha 69 roamui
KYJAbTHUBYBAHHSA JoAaBaldu KOJXINUH y KoHIeHTparii 0,2 Mmxr/ma Ha 1,5 rogu-
HU, II0 3aKiHueHHi iHKy6aIii 38 KOAXIiMMHOM KYJIBTYPY KPOBi meHTpudyrysaimn
5-7 xsunus mpu 1500 06/xB, BUAYUATIU HAZOCATKOBY PIIUHY, PETEIbHO IOAPiGHT0-
BaJW i mIpoMUBAJN KJAITUHHUHA OCajl, HiCJHSI YOT0 3aJHUBAJNH IIePIIOI IOPIli€io
dircatopa (7-8 My, OI[TOBA KUCJIOTA: eTUJIOBHUH ankoross 3 : 1). Pikcarrito mpo-
Boguau B Tpu eramu: 20 xB, 90 xB i 20 xB mpu Temmepatypi 18 °C. IIpenaparu
MeTaasHMX XPOMOCOM TOTYBAJHU IIJAAXOM PO3KAIyBaHHA CyCIeH3il KaitTux
micaa ocranubol (ircarii 3 sucoru 20-25 cM Ha MiATOTOBJIEHI MOKPLI 0X0JOA-
KeHi creapid. Ilicaa BUCyIIyBaHHSA Ha MOBITpi mpemapaTtu 3abapBIOBANN IO
Timsza. Bapsuuk roryeBanum Ha cTangaprHoMy Na-K docharmomy O6ydepi (pH
6,8), repmin dhapObyBanusa cKkIazaB b XxBuauH. Ileperisian mpenapaTis 34ificHIOBA-
JIU 3a DOTIOMOTOI0 Mikpockomry Axiovert (Zeiss), oxkynap 10, o6’extus 30 i 100.
JJ1d XpOMOCOMHOTO aHAaJisy Bigbupanu KJIiTHHU Ha cTangii MeTadasu 3 TOBHUM
XPOMOCOMHEHHM HabopoMm, 0e3 XPOMOCOMHHX HAKJALOK. Bymo meperaamyrto 20
MeTadasHUX IIJIACTUHOK IJd KOMKHOro marieura. IligzpaxyHor acormiamifii akpo-
MeHTPUUYHUX XPOMOCOM IIPOBAAUAN Y BigmoBigHocTi 3 MeTtoauxonw A. K. ®po-
noBa [11]. 74 KOKHOI KJIITUHYN BU3HAYAJIN BiIHOIIEHHA JOBXKUHU Y -XPOMOCO-
MU 0 cepeqHboi goB:kuHm xpomocoMm 19 ta 20 [9].

PesynbsraTn AocaizKeHHs Ta X aHa/mi3

Hamu 6yau o6cTerkeHi TAllieHTH 3 MOPYIICHHAMHT PeIPOAYKTHUBHOI HYHKITIT,
AKL CyIPOBOAKYBANNCE AHOMAJIAMH cIepMarToreHesy. ¥ 57 % Bumagkis BuAB-
JeHi KimbkicHi Ta aricHi mopymenua Y-xpomocom (tabia. 1).

Bynu BuABjeHi icToTHi XpoMocoMHi aHomaii. OauH i3 nmarieHTiB (6) MaB Mo3ai-
uyHuii BapiauT cugapomy Kiaatindensrepa. Ar sasmauae A. A. Ilpoxod’eBa-Bens-
roecka [8], ekTomiuHe cIapoOBYBAHHSA FeTEPOXPOMATUHHUX JIIAHOK JEKUTH B OC-
HOBI HEPO3XOOKeHHSA CTATeBUX XPOMOCOM AK y cucteMi XX, Tak i B cucremi XY;
3aliBa cTaTeBa XPOMOCOMA B CBOIO UePT'y CTHUMYJIIOE HEPO3XOMKEHHA XPOMOCOM Y
Melio3i mogibHO eKcTpeMaJbHUM OJIOKAM TeTepOXPOMATHHY. ¥ HAIIIOTO MAIlieHTAa
A CUTYAIliA I[ITKOM BiporifHa, ocKinpKYu BiH 6yB M0O3aiKOM 3 TAKUM KapioTHIIOM:
46, XY /45, X0/47, XXY /48, XXXY /48, XXYY. V¥ iurmroro natieura (r) Oy BUB-
JIeHI KJIOHN KJIiTHUH 3 MAapKEePHOI0 AKPOIeHTPUYHOI0 XPOMOCOMOIO i JUITEHTPHKOM.
¥ Bcix marieHTiB 3HAUOEHO eKCTPEeMAaJIbHI BapiaHTH reTepOXpPOMATHHY i IigBHIIe-
HY KIJIBKICTEH acoIialfiii akpoMeHTPUUYHUX XPOMOCOM.
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Tadbauma 1

KapioTunu i anomaxii XpoMocoM y 90JI0BiKiB 3 03HAKOIO Oe3muigma

AcTenozoocnepmis

IauienTn Kniniunuii giarnos KapioTun
a Osnirozoocrniepmis 46,XY; Vq+
Mo3aika KNiTHH:
6 Oniro3oocnepMis 46,XY/ 47, XXY/ 48, XXXY/
48,XXYY/45,X0;15ps+; 22ps++; Yq+
s A300CTeDMIs 46,XY/47,XY+mar/45,XY;
p dic (10;12): 13p+s;15pt-+s-; 22ps+; Yqt
r AcTeHo300CcTIEpMist 46, XY; ldp+s; 21ps+; Yq++
AcTeHo300cTIEPMis ) )
A Onirozoocnepmis 46, XY 1qh; Y+
. 46, XY; 13p-s; 14pt+s+;
e Azoocnepmist 2pst: Y+
Hopmocnepmis, 46, XY; Dps-; 22ps-; Yq+
. Onirozoocnepmis,
ActeHozoocnepmis,
[Tiocnepmis
XK AcTenozoocnepmis 46, XY; 13ps+; 22ps+; Yq+
3 Onirozoocnepmis 46, XY/45, XY/46, XY ,22,+mar; Yq-
" Onirozoocnepmis, 46, XY; 14ps+; 21ps+; Yq+

Y Oinbirocti mocaimgsyBaHHX 0ci6 BUABJIEHO 30iJbIIEHHSA JOBrOTO ILJIeYA
Y-xpomocomu (KpiM martieHTa (3), Yy AKOTO CIIOCTEPiraloch 3SMEHIIIeHHA JOBIKHU-
HHU IIHOTO IIeda). IcHye OpUmyIeHHd, 110 KOPOTKi Y-XpoMocoMu 3 MaJuUM reTe-
POXPOMATHHOBUM OJOKOM MOMKYTb YTBOPIOBATHUCA 3a [eJiellili YacTHHU! reTe-

poxpoMaTuHOBOTO MaTepiany [9].

Ha miacraBi mpoBeaeHUX OOCHIMKEHb MOMKHA HPUIYCTHTH, IO OOHicIO i3
IPUYNH BUHUKHEHHA IIOPYIIEHb PENpPOAYKTHUBHOI chepu y YOJOBIKiIB € mOpy-
IIIeHHS CIIePMATOTeHe3Y, OB’ A3aHi 3 He3BOPOTHUMH 3MiHAME CTPYKTYPH Y -XPO-
MOCOM. 3 IIUM Y3TOAKYIOTHCA JaHi IPO HAaABHICTH, IPUHAHMHI TPHOX JIOKYCiB y
Yqll, KOHTPOJOOUNX CIePMATOTeHes, 40 TOr0 K KOMHNAA 3 I1UX JOKYCiB Bigmo-
Bizae sa pisHi cTazii poro mporecy [4, 5].
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OcobnmBoi yBaru 3acJayroBye MOJIOMKEHHSA eyXPOMATHHY Ta FeTePOXPOMATUHY
B Y-xpomocomi. 'eHeruuHi paxTopu, BiAIOBigaabHI 3a cIepMaToreHes, po3Ta-
IIOBaHI IOPAJ 3 eyXPOMATHHOM Ta TeTepOXPOMATHHOM Y NOBTOMY IIjedi
Y-xpomocomu. I'ean AZFc i DAZ nokanisyorscsa DOpyd 3 reTepPOXpPOMATUHO-
BOIO OinAHKOK., MoHA OIPUIYCTUTH, 1[0 Oe3ILIiAAS CYIPOBOJKYETHCA reTepo-
XPOMATHUHIZAII€I0 eyXPOMATUHOBUX AiAAHOK XPOMOCOM. 3 IIMX IO3UILIH cTae
3PO3YMIINM 4YacTe BUHHUKHEHHS CIOHTAHHHX abopTiB y IallieHTOK, YOJIOBIiKM
AKUX MaJu II0JOBMKEHEe JOBre mjede Y-XPOMOCOMU.

¥ mamienris (1) i (1) Axpas i cmocTepiramocsa monos:xeHe foBre miede (Yq++).
3’acyBaiocs, 110 301MBIIIeHHA JOBXKUHNA Y -XPOMOCOMHU Yy ITHX 0Ci0 moB’A3amo He
TiBKY i3 361MBIIeHHAM JiIAAHKIE TeTePOXPOMATUHY, ajie i 3 JOJaTKOBUMHA IiJIAH-
KaMu eyxXpoMaTHHY. 30ilbIlIeHHsS po3MipiB Y-xpomocoMm y marieHuTiB (r) i (1)
BimOyBaeThcA Ha GoHI moaiMopdisMy reTepoXpoMaTHHOBUX AiMAHOK iHITUX XPO-
mocoMm (1, 2, 9 ta 16). ITi xpomocomMHi Tepebyn0BU TOTPEOYIOTH GiJABII AeTATBHO-
TO JOCTiKeHHA 3 BUKOPUCTAHHAM PisHUX MeToAiB dapbyBaHHA.

PesyapTatu mpoBefeHHUX AOCHiAKeHDb IPHUBOAATEL 40 HACTYIIHUX BUCHOBKIB:

1. Icuye xopeadria mixk mMopdoaorivauM momiMmopdismom i axicHUM cKJa-
goM Y-XpOMOCOM Yy 40JIOBiKiB i GesmmigHicTIO mMOAPY:KHIX map.

2. JomaTKoBUH MaTepias y reTepOXPOMATHUHHUX JiMAHKAX XPOMOCOM MOKe
IPUBBOAUTHU A0 MMOPYIIEHHA CIIEPMATOTEeHESY.

3. ITonimopdhisM CTPYKTYPU TETEPOXPOMATHHOBUX NiJAHOK XPOMOCOM Y
MAIli€HTiB 3 MOPYIIeHHAMH PeIpoOnyKTUBHOI (GYHKIII Moyke OyTu giarHOCTHY-
HUM i IPOTHOCTUYHUM IIOKA3HUKOM 3a TaKWX 3aXBOPIOBAHb, TOMY IIOJAJbBIIIE
BHUBUEHHA I[HOTO MOJiMOphisMy € Oe3IepeuHo BaKJIUBUAM.
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ITUTOTEHETUYECKHA AHAJIA3 XPOMOCOM ¥ ITAITMEHTOB
C HAPYIIEHUAMH PEIIPOJIYKTUBHOW ®YHKITANA

Pesiome
IIpoBemensr mccaenoBaHuA Y-XPOMOCOM V HAIMEHTOB ¢ HAPYIIEHUIMH PEOPOAYK-

TUBHO¥ chepbl. OTMeuaeTca PoJab CTPYKTYPHBIX M3MEHEeHUH Y-XPOMOCOM B BOSHHUKHO-
BEHUW HAPYIIEHUM CIePMATOTeHE3a, YTO MOMKET MOBBIIIATEH PUCK CHOHTAHHBIX a60PTOB y
KeHIUH. HabmogaeTca 3aBUCHMOCTD MEXKAY CTPYKTYPOH IreTepoXpOMaTHUECKUX YUAC-
TKOB XPOMOCOM M (GeCILIOAMEM y MYXKUKH.
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CYTOGENETIC INVESTIGATIONS OF CHROMOSOMES OF
PATIENTS WITH ABNORMALITES IN REPRODACTION FUNCTION

Summary
We have conducted investigation of Y-chromosome of patients with abnormalites in

reproduction function. It is noted the role of Y-chromosome in the rise abnormalities of
spermatogenesis. That gives the risk for the rise of spontaneous abortions. There is
dependence between structure of heterochromatic regions chromosomes and problems
of male infertility.

Key words: Y-chromosome, heterochromatin, infertility.
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