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OTtpumani pesynbtaty 3acCBigYnIn CyTTEBUN BrJINB r€eHETUYHOI KOMMOHEHTU rpu
Hennigai. B rpyni 3 nepBuHHUM HENJIiAasIM riepeBaxa’su KiJibKiCHi 3MiHV XpOMOCOM,
npv BTOPUHHOMY (HEBUHOLLYBAHHI BariTHOCTi) — CTPYKTYPHI. Y 4on0BikiB 3 nopy-
LLIEHHSIMU MPOLIECIB criepmMmaroreHesy 3agikcoBaHo y 8,5 % mikpoaeneduii Y-xpo-
MOCOMU. BCTAHOBEHO, LLO IMYHOr€HETUYHUMU MapKepamMmm BTOPUHHOIO HeNaigas
€ HLA-aHtureHn A10, B41, B38 ta BiporiaHo 3Ha4ume niaBuiieHHs reHotuny (GG)
Bucokoi ekcripecii reHa 1/1-10. HasBHicTb cninbHux HLA-aHTureHiB Ta SNP —1082
G>A nlJ1-10 — reHoTMNIB Yy NOAPYXHLOI Napu € NPOrHOCTUYHO HeratTuBHUM GakTo-
POM AJ189 HACTaHHS Ta NPOTiKaHHS BaritTHOCTI.

Knwoyosi crniosa: Hennigas, HEBUHOLLYBAHHS BaritTHOCTI, UMTOreHEeTUYHI NopyLUEeH-
HS1, MiKpoaeneuir Y-XpoMOoCcoMU, iMyHOreHeTu4Hi Mmapkepu, HLA-cuctema, TO4KOBI
HykneoTuaHi nonimop@diamu (SNP), reHu imyHHOI Bigrnosigi.

BCTyn. BHeCOK reHeTUYHOI KOMMOHEHTN B CNEKTP MPUYUH PENPOaYKTUB-
HUX NOPYLUEHb (HeNNiaaa Ta HEBMHOLLYBAHHS BariTHOCTI) 3ariMaloThb,
3a pisHuMu gaHmumu, Big, 2,5 0o 10 %. Okpim cTabinbHMX ycnagKkoBaHMX ne-
pebynoBy reHoMi Npu HeNniaai cnocTepiraeTbCs NigBULLEHA HAaCTOTa CMOH-
TaHHUX (abo HecTabinbHMX) abepalii, ki BUHMKAOTb de novo. 3POCTaHHS
piBHS HecTabinbHMX abepauji MoXe CBig4YNTW, 3 OOHOro BOKY, NMPO SKECb
MyTareHHe (eK30-, Y1 EHAOrEHHE) HAaBaHTAXXEHHS HA OPraHi3m NioanHn, a 3
iHLWOrO — NPO HEe3[aTHICTb 3aXMCHUX MEXaHI3MIB OpraHiamy enimiHyBaTtu
Takoro pogy snaneu [1-5].

Cnig, Ha Hawy aymKy, 0COBMBO HAaronoOCUTU Ha 3POCTaHHI HOMOBIYOro
Hennigas: 6ina 2 % 4oNoBikiB € iIHHEPTUNBHUMUI, @ BHECOK YOJTOBIHOrO dak-
Topa B CTpykTypy Hemnigasa carae 30 — 50 % i ui noka3HMKU MaloTb NO3u-
TUBHY AMHaMIKy. ToOMy, 0gHa 3 BUXIOHUX KOHLUENUin poboTu CTOCyBanacs
piBHO3HA4YHOrO “BHECKY” NOAPYXXHA B reHe3 Hennigad. Taka noctaHoOBKa
nuTaHHsa obymoBfieHa TuM, Wwo y 1976 poui 6ynn npeactaBneHi fokasu
y4acTi Y-XpoOMOCOMM Yy criepmaToreHesi. 3okpema, y ANCTanbHil gingHuj eyx-
pPOMaTMHOBOI YaCTUHM JO0Broro nae4va Y-xpomocomu (Yq11) 3aHangeHo no-
Kyc AZF — ¢pbakTOp asoocnepmii, MikpoaeneLii B AKOMY 3yCTPiHaloTbCA 3 Ya-
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ctoTolo Big 2 oo 11 % 4onogikiB 3 nNopy-
LLUEeHHSAMM NpoLueciB cnepmaToreHesy [6—
9]. Ha kopoTkomy nnedi Y-xpoMocomMu
3HaxoanTbcsa reH SRY, aknn cnpuyn-
HAETbCA 00 anddepeHuiaulii roHag em-
OpioHa B seyka. TpaHcnokaujis SRY-reHa
3YHa X-xpomocomy (abo ayTtocomy) npu-
3BOAUTb A0 GOPMYBaAHHS 4OJ10BIYOro
deHoTMNy Npun XiHOYOMY XX-KapioTuni
(cunppom ge na LWanensa). Hasnaku, npu
46XY-reHoTMNi NPOSABASETLCS XIHOYNN
deHoTMN Yy BMNAAKy BiACYTHOCTI KOPOT-
KOro nneyaY-xpoMOoCOoMU, 4n ii gucTtasb-
HOI OiNsiHKN.

LLle oanH ocobnuBmii akueHT y poboTi
3p06IEHO HA IMYHOreHETUYHKMX acnekTax
Hennipas. IMyHHUn cTaTyc opraHiamy
0OYMOBJIIOE TONIOBHUIM KOMMAEKC FiCTO-
cymicHocTi (MHC - Major Histocompa-
tibility Complex), akuin y nioagnHu we Ha-
3mBaeTbcs HLA-cuctemoto (Human Leu-
kocyte A-system) [10, 11]. YyacTb ronios-
HOr0 KOMMAEKCY FiCTOCYMICHOCTI Yy
CXWNbHOCTI A0 Hennigas po3rsagacTbCcs
nig KyTOM 30pPY NOLUYKY KOHKPETHUX F'EHIB
HLA, npnyeTHnx oo “penpoaykuinHux
BTpat” [12], 260 BUBYEHHS MOAYTIOKHUX
Bnactusocten HLA-cuctemmn B KOMM-
Jlekci reHHoi citkn [13]. Bigomo Takox,
LLLO peani3au,ist CXUbHOCTI OpraHiamy Ao
TOro, Y1 iHWOro 3axBOPIOBAHHS Biady-
BAETbLCS MPU BUHATKOBIN y4aCTi FEHIB iMy-
HOPErynaTopHUX CTPYKTYP, HanbinbL
BU3HAHUMWN cepepn aKUX € LNTOKIHW.
OcobnuBuit iHTEpeC BUKMKAE NpoTU3a-
nanbHUIM LNTOKIH iHTepnenkiH—10 (IJ1-
10). 3okpema, NPOMOTOpPHA AjNsiHKa reHa
[J1-10 (nlJ1-10) mMicTUTb paa KPankoBMX
HYKNeoTnAHUX Bapiauin, aki Bignoeiga-
I0Tb 3a BUCOKY/HU3bKy ekcnpecito IJ1-10,
ui X SNP (single nucleotide polymor-
phism) dopmyloTb aneni CXunbHOCTI A0
psany xeopo6. Hanbinbl gocnigkeHnmMmmn
€ SNP -1082 G—A, -819 T»C T1a -592
A—C [14], i 30Kpema nokasaHo, Lo re-
HoTUMN “BMCOKOI” ekcnpecii —1082 GG

aCoOLIOETLCS 3 HEBUHOLLYBAHHSAM BariT-
HocTi [15].

Ha nigcTasi BuWweckasaHoro, MeTolo
po6oTn 6yno BMBYUTU LUUTO-, IMYHO- Ta
MOJNEKYNAPHO-TEHETUYHI OCOBNMNBOCTI
NOAPYXHIX Nap 3 NEPBMHHUM HENNIAAAM
Ta HEBUHOLLYBAHHSAM BariTHOCTI (BTOPUH-
HUM HeNnigasam) 3 0CO6AMBUM aKLLEEHTOM
npu LbOMY Ha 40s0BIiYOMY akTopi Ta
iIMYHOreHeTU4YHOMY CTaTyCi NOAPYXOKS.

MaTepianu i meToamn

LinToreHeTnyHi nocnigXXeHHda npose-
neHi 906 ocobam (453 nogpyxHiM na-
pam) 3 NepBMHHUM Ta BTOPUHHUM He-
nnigaam. Yonoeikam i3 3MiHEHMMU NO-
Ka3HMKamMu cnepmorpamMmm B KOMMIEKCI i3
LMTOreHETUYHUMM OOCAIOXKEHHAMMU NPO-
BeAEHI MONEKYNAPHO-reHeTUYHI 4ocnia-
XEHHS Y-XpOMOCOMM (BCbOro obcTexe-
HO 200 4yonosgikig). TuM NoapyxXHiM na-
paMm, y 9KMX He BUABASISIN LNTO-, YN MO-
NeKyNSPHO-reHETUYHMX NOPYLUEHb PEKO-
MeHAYBaNn iMyHOreHeTUYHiI LOCHIAXEH-
He (06cTexeHo 198 ocib — 99 noapyXHix
nap)

LinToreHeTnyHi gocnig)XeHHa npoBo-
annn 3a gonomoroto aHanizy GTG- Ta
CBG- andepeHuiriHo 3abapBneHunx npe-
napatie metadasHnx XxpoOMOCOM, OTpU-
MaHMX 3 KynbTypu AimoounTie nepude-
PiiHOT KPOBI.

MonekynsapHO-reHeTUYHI AOCIOXEH -
HSY-XpPOMOCOMMU, a caMe, HasiBHICTb reHa
SRY Ta petvekuito mikpogeneuin AZF
DINSHKM 34iNCHIOBaNN Ha MaTepiani Buai-
JIeHOi 3 nenkouuTiB nepndepinHoi KPOoBI
OHK. AMnnigikauito npoBoanim 3a 4ono-
MOroto ABOxX MynbTunnekcHux MNJIP pe-
akuiri ona Tpbox AZF AinsHOK Ta KOHT-
ponbHoro ¢parmeHTy SRY. MynbTn-
NJEKCHI peakuii 403BONAI0TbL aHani3ysa-
Tn HacTynHi nokycu: SRY (472 nH), sY254
(400 nH), sY86 (320 nH), sY127 (274 nH),
sY84 (326 nH), sY134 (301 nH), sY255
(126 nH). AHanis npoaykTie MNJIP npoBo-
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ONK WINsSxom enektpogopesyy 2 % ara-
po3Homy reni [16, 17].

IMYHOr€HETUYHI OOCNIAXKEHHS BKIO-
yanu HLA-TunyBaHHs no A-, B-nokycax ta
MOJIEKYNSIPHO-TEHETUYHE OOCIAXKEHHS
SNP 1082-G>A npOMOTOPHOI AiNSHKN
reHa lJ1-10.

HLA-TunyBaHHA NnpoBOAUAN 3 BUKO-
PUCTaHHAM TUMYIOYUX CUPOBATOK ipMU
“I'mcanc” (M. CaHkT-MNeTepbypr, PD), TK-
nyBaHHs npoBoamnm no 19 cuposaTtkax
nokycy A ta 36 cupoBaTtkax nokycy B.
MpomoTopHY AmingHky reHa 1J1-10, wo
MicTuTb SNP 1082-G®A amnnidikysanu
3a AOMOMOrol0 NosliMepasHoi NaHuoro-
BOi peakuii (MJ1P) srigHO meToay, onnca-
Horo GiordaniL. etal. [18] 3 BukopucTaH-
Ham peakTuiiB “MBI Fermentas”. JeTek-
uito SNP - 1082 G®A nposoaunn meTo-
nom NAP®D 3 BUKOPUCTAHHAM €HOOHYK-
neasun pectpukuii Eam1401 (“MBI Fer-
mentas”) 3rigHO iHCTPYKUi dipMKn-BU-
pobHuka. dparmeHTun MNJP npoaykTy,
oTpumaHi metogom NAPD, posainann y
araposHomy reni (3 %, 0,5 mr 6pommc-
TOro eTmaito).

OTpumaHi gaHi 06pobnsanm meToaamMmm
BapiauinHoi ctTatTucTukn. BuaHavanu taki
nokasHuKku: kputepin MipcoHa 2, senu-
4YnHy BigHOCHOro pusuky (RR - relative
risk), BennumHu etionorivyHoi (EF) Ta npe-
BeHTUBHOI (PF) dpakuin [19].

Pe3ynbraTty Ta 0GroBOpPEHHs

Cepep, 3aranbHoi KinbKOCTi obcTexe-
HUX i3 NEPBUHHUM Ta BTOPUHHUM HeE-
nnigasm (HEBUHOLWYBAHHSM BariTHOCTI)
BiAXUIEHHS KapiOTUMNY BUSIBNIEHO Y 29-TK,
wo cknagae 3,2 % Bunagkie. Y cnekTpi
BUSIBJIEHNX aHOManinm nepeBaxanu
CTPYKTYPHi nepebynoBn XpOMOCOM Y
BUMNAAi 36anaHcoBaHUX TPaHCNOKaLLn,
napa- Ta NepuLeHTPUYHNX IHBEPCIN,
iHcepuiri — 20 BunagkiB (69 %). Y Ginb-
LIOCTi TpaHcnokauin 3aaisHi akpoLeHT-
PUYHI XpOMOCOMW. YncneHHi aHomanii —

rino-Ta rinepnnoifji CTaTeBNUX XPOMOCOM
abo ooOaTKOBI MapKepHi XpOMOCoOMU —
cnocTtepirann y 9-t1 Bunagkax (31 %).
Cnip 3a3HauuTn, wWo 51,7 % BigxmneHo
KapioTuny 3adikCoBaHO Yy YOJOBIKIB.

3 NepBUHHUM HEMNIAAAM CKEPOBAHO
270 ocib (135 nogpyxHix nap) — 29,8 %
Bif, 3aranbHOi KiflbKOCTi 0O6CTEXEeHMUX.
3MiHKM KapioTuny BUSBNEHO Y 8-Mun OCib
- 2,96 %. NepeBaxHO 3adikcoOBaHi YNC-
NeHHi aHomanii xpomocom — 62, 5%.
3BepTae Ha cebe yBary Te, L0 NepeBax-
Ha BinbWicTb (75 %) BiAXMNEeHb KapioTU-
ny crnocTepiranm y 4osnoBiKiB.

I3 BTOPUHHUM Hennigasam npokapio-
TnnoeaHo 636 ocib (318 noapyxHix nap),
3MiHV BUsSiBNEHi y 21 ocobu — 3,3%. VY uii
rpyni nepeBaxHo cnocTepiranu 36anaH-
COBaHi TpaHcnokauii, iHBepcii TaiHcepuii
— 16 BunagkiB (76,2%). Cepepn HoOCIiB
aHOMaJsibHUX KapioTuniB nepesaxanu
XiHkM — 12 0ci6 (57,1%).

Mpn LMTOrEHETUYHOMY AOCHIAXEHHI
iIHPEPTUNBHUX YONOBIKIB i3 NOPYLLEHNMMN
npouecamm cnepmaTtoreHesy 3MiHu Bu-
aBneHoy 8 %, npuyomyy 5 % piarHocTo-
BaHO cuHapom KnarviHdenbtepa (47,
XXY), we TpbOoM nawjieHTamMm BCTaHOBNE-
HO cuHapom ae na LWanens (46, XX).

Mpwn pocnigXxeHHi YoNoBIKiB i3 Kapio-
Tunom 47 ,XXY He BuaBnanu 3min AZF
ningaHkn Y-xpomocomum Tta reHa SRY y
XOAHOMY BMnaaky. Y iHomBiaiB i3 kapio-
TMnom 46,XX BCTaHOBEHO BiACYTHICTb
yciei nocnigosHocTi AZFa, AZFb ta AZFc
Yy BCiX TpPbOX Nawi€eHTiB, a reH SRY npu-
CYTHIN B OQHOro nauieHTa, a y ABOX —
BiACYTHIN. Lle cBiguUnTb Npo retepo-
FEHHICTb MEXaHi3MiB, SKi CIPUYNHSAIOTb
cuHapom ae na Lanens i nependavatotb
noganblui 4OCNIOKEHHS Ang nokanisauii
reHa SRYy 0gHOro 3 HuX.

Y nauieHTta 3 acnepmieto Ta KapioTum-
nom 46,Xdel(Y)(q11)/45,X (23:10) BuaB-
neHo mikpogeneuii cybainaHok AZFb Ta
AZFc. [Jeneuiio reTepoxpoMaTUHOBOrO
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6noky 46,XYgh- Ta knoH 46,Xdel(Y)(q12)
BUSIBNEHO Y iHOMBIAA 3 ONliroacTeHoTepa-
TO300CNEPMIEID.

Y rpyni nauieHTiB 3 HOPMasbHUM Ka-
piotunom (46,XY) BCTAHOBNEHO TakKui
CNekTp MyTauiii: mikpoaeneuii cyoainsiH-
Kn AZFa - y ooHiei ocobu, cybainsaHok
AZFb i AZFc (AZFb+c) — y ogHiei ocobu,
Mikpogaeneuii cydoainaHkn AZFc —y TpbOX
0cCib. Y 0OHOro 40J10Bika 3 a300CNEPMIEID
BCTAHOBJ/EHO BiACYTHICTb YCIiE€i NOCNIA0B-
HocTi AZFa, AZFb Ta AZFc AZF-nokycy Y-
xpomocomu Ta SRY- reHa. Otxe, y 14
(7 %) obcTexeHux iHhGepTUNbHUX YONO-
BiKiB 3 HOPMaJIbHMM KapioTMNOM BCTaHOB-
NeHi mikpogeneuii reHie Y-XxpoMOCOMW.
BigoHocHo yciei rpynu o6cTexeHmnx iHpep-
TUNbHNX YONOBIKIB, TO BiACOTOK MiKpoae-
neuin Y-xpomocomu csrae 8,5 %.

Cnig 3a3HaunTn, WO y 0BCTEXEHUX
HaMn PePTUIIbHUX MY>XYUH-BOJIOHTEPIB
i3 HOpMaNbHUMW NOKA3HUKaMM CNepmo-
rpam (30 4YonoBikiB KOHTPONBLHOI rpynu)
Mikpogaeneduii Y- XxpoMocomMu He Bynu Bu-
ABNEHI Y XXOAHOMY BUMAAKY.

OTmxe, NigcyMOBYO4YN BULLLE CKa3aHe,
OYEBUAHOIO € BUCOKA PE3yNbTaTUBHICTb
KOMMEKCY LINTO- Ta MOJIEKYNSIPHO-TeHe-
TUYHUX OOCAIAXEHb NPpU Hennipai (nep-
BWHHOMY, Y/ BTOPUHHOMY) NOAPYXHbOT
napw.

Ocobnueo cnig HaronocuTy, Wo ne-
peBaxHa BinblWiCTb NOPYyLWEHb, Onuca-
HUX BULLE, YTBOPIOETLCS de novo i onu-
CYETbCSI TEPMIHOM “HECTabIiNbHICTL FeHo-
My”. TIpUYUHN X YTBOPEHHS — HEBIOMI,
ane, pa3oM 3 TUM, BOHM MalOTb TEHAEH-
LLit0 [0 3aKPinNJIEHH] y NOoAaNbLUMX MOKO-
NniHHax. Lle HeobxigHO BpaxoByBaTH,
0CcoONMBO MNPV PeKoMeHaALLIAX Henmia-
HVMM Napam 3acTOCYBaHHS AOAATKOBUX
penpoaykKuUiiH1nX TexHonorin. NposeaeH-
HS LUUTO- Ta MOJIEKYNAPHO-FEHETUYHMX
LOCNioKeHb Y TaKOMy BUNaaKy € BKpamn
HeobXigHUM, a Npu HaAssBHOCTI XPOMO-
COMHUX Y1 FeHHUX aHOMani NoapPYXHs

napa Moxe HapoAUTU 340POBY AUTUHY,
BUKOPUCTOBYIOHYM Cy4aCHI penpOayKLHI
TEeXHONOriT NPy YMOBI 3aCTOCYBaHHS KO-
PEeKTHOI AO0IMNAAaHTaLUINHOT YM npeHa-
TaNbHOI AiarHOCTUKMN.

9K BXXe 3a3Ha4YeHO BULLE, MPU BIACYT-
HOCTI NOpYLUEHb KapioTuny, 4n Moseky-
NAPHO-FEHETUYHNX 3MiH B Y- XDOMOCOMI
y iHPEepPTUNbHNX YONOBIKIB NOAPYIOKIO
pPEKOMEHA0BAHO IMyHOreHeTUYHI 40Chi-
[DKEHHS, pesynbTaTu 9KUX NpeacTaBneHi
pani.

Bus4yeHHa posnopginy HLA-aHTuUreHis
Yy KOHTPONLHIN rpyni (154 inaueign) no-
Kkasanu, wo obcrexeHa JIbBiBCbKka nony-
nauis nioaen xapakrepu3yeTbCsa HOP-
ManbHUM po3noainom HLA-aHTUreHiB,
Npo LLO 3acBig4ynaAn CymMapHi 4acTtoTu
reHis, aki craHoBunm 0,944 B nokyci A Ta
0,89 B nokyci B. Cepen aHTUreHiB Nnoky-
cy A HalnyacTiwe 3ycTpivyannucsa aHture-
HM A2 (61 %), A10 (35 %), A9 (283 %), a
cepeg aHTureHis nokycy B-B18 (19 %),
B8 (15 %), B13 (14 %), B14 (13 %), B27
(13 %), B35 (12 %), B12 (11 %).

Y pocnigHiv rpyni (BCboro obcrexe-
HO 52 noapyxHi napu — 104 iHguBign) —
npv NepBMHHOMY Hennigai cnocrepira-
nmcsa 3aBULLIEHI Taki aHTUreHun: A2, B7,
B18, B27, B41, a 3aHmxeHnMn oynu: A3,
A11, B8, B13, B14, B16, B35 - aHTure-
HU, NPV HEBMHOLLYBAHHI BariTHOCTi BUSIB-
JIeHO 3aBULLEHI (LL040 KOHTPOJILHOI Fpy-
nn nogen) 4actotTn anTureHise: A2, A10,
B8, B38, B14 Ta B51 i 3aHMXeHMmM 6ynn
anTurenmn: A1,A3,A9,B7,B12,B13,B14,
B16.

3a gonomoroto kputepito MipcoHa 2
Oynu BUAINEHI PYNy aHTUTEHIB, 9Ki Manu
NO3UTUBHY, YXN HEraTUBHY acouiaujielo 3
obcTexeHnMK rpynamm (Hennigasam, Ym
HEBMHOLLYBAHHSAM BariTHOCTI). 30kpemMa,
NO3MTUBHY acoLjaljieto B rpyni 3 NepBuH-
HUM Hennigaam manu aHtureHn A19 Ta
B7,aHeratueHy — B13. Y rpyni noapy>xHix
nap 3 BTOPMHHMM HENNISAAM MO3UTUBHY
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acoujauito manu A10, B38, B41 — aHTu-
reHn, a A9 ta B5 manu y ui rpyni Hera-
TUBHY acoujauito. LlikaBo 3a3HaunTu, Lo
B LUMX ABOX rpynax He 6yno 36iry no xoa-
HOMY i3 @HTUIEHIB 4YM TO MO MO3UTUBHIN,
YK MO HeraTmMBHIM acouiauiji. Taki pesynb-
TaTu MOXYTb CBIAYMTU NPO Pi3HNI reHes
iIMYHHUX NepenyMoOB NEPBUHHOIO He-
nnigas Ta HEBUHOLLYBAHHS BariTHOCTI.

Y npakTU4HOMY 3aCTOCYBaHHI OaHi
npo HLA-koOMNNekc BMKOPUCTOBYIOTD,
30Kkpema, ona nepenbadyeHHs iMyHHUX
NPUYYH Henniaas. Y uboMy BUNaaKy BU3-
Ha4aloTb HACKINBKU NOAPYXOKS NOAIOHI 3a
aHTureHamm HLA-cucemmn [20]. OTxe, e
OOHUM eTanoM Hawmx JochiaxXeHb 6yno
BCTaHOBMIEHHS cX0Xux HLA-peHoTUNIiB Y
ob6cTexyBaHNx NoapyxHix nap. OTprmMai
HamMu peaynbTaTu 3acBig4ynIn, WO ioeH-
TnyHuMn HLA — aHTureHamm (Big 2 0o 4)
BOJIOAINN 55 % Noapy>XxHix nap 3 HABUKO-
BMM HEBMHOLLUYBAHHAM BariTHOCTI Ta
58 % nogpyxHix nap 3 NEPBUHHUM He-
nnigasam npotn 16 % B KOHTPOMbHIN
rpyni.

HacTtynHuin etan po6oTn npucesye-
HUI BUBYEHHIO TOYKOBUX HYKNEOTUOHUX
Bapiauin (SNP) npoMOTOPHOT YaCTUHU
reHa 1J1-10 (nlJ1-10), a came, nonimop-
@iam 1082 G—>Ay 94 0cib (47 noapy>KHix
nap), ki BBIiALUAW B rpyny NOAPYXHiX nap
3 HEMNigasM Ta HAaBMKOBUM HEBUHOLLIY-
BaHHSAM BariTHOCTI. KOHTpOJb cknaganm
73 NpakTM4HO 340POBI iHAMBIOM i3 300-
poBMMU AiTbMU. Pe3ynbraTtn BUBYEHHS
yacToT anenis HU3bkOi (A) Ta BUCokoi (G)
ekcnpecii rena J1-10 3aceigumnu, wo
cniBBigHOLWEHHS YyacToT A— Ta G-anenen
B rpyni 3 HABMKOBMM HEBMHOLLYBAHHAM
BariTHoCTi ctaHoBuno 27 : 43 (B abco-
JIIOTHUX 3Ha4YeHHax), abo 38,6 % no
61,4 % anenei. TaknmMm YMHOM, OBCTEXY-
BaHa rpyna noapyxHix nap xapakrepu-
3YETbCS CYTTEBO NiABULLEHOO YACTOTOIO
aneni G (61,4 %) SNP -1082 G—A, 106-
TO aneni BMCOKOi ekcnpecii reHa J1-10

nopiBHAHO 3 anennio A (38,6 %) — H13bka
ekcnpecia rena IJ1-10. Cnig 3a3HaunTn,
WO Ui gaHi giameTpanbHO NPOTUNEXHO
BiOPI3HAIOTLCA Big, NOKA3HWUKIB KOHT-
PONbLHOI rpynu, Ae niaBULLLEHA YacToTa
Hanexana aneni A (55 %), a anenb G xa-
pakTepun3yBanacs 3aHMKeHOI0 YaCTOTO
(45 %). OuiHoBaHHA BipoOrigHOCTI BiA-
MiIHHOCTEW MOKa3HMKIB KOHTPOJIbHOT rpy-
nu BifL 06CTEXYBAHOI rPYyNu 3 HABUKOBUM
HEBMHOLLYBAHHSAM BariTHOCTI NigTBEPAM-
I CTAaTUCTUYHO BIPOrigHY PiI3HULIO NpK
po3noAini YyacToT anenemn B rpyni 3 HeBU-
HOLLYBAaHHAM BariTHOCTI, a camMe, 3aHu-
XXEHHA 4acToTu aneni A Ta niaBULLEHHS
yacTtotn G - aneni (2= 4,98, p<0,05).

Mpwn nepBMHHOMY Hennigai 36epi-
raeTbCs Ta X TEHOEHLiS PO3Noainy Ta vya-
cTtoT SNP -1082 G>AnlJ1-10, wo i B rpyni
NOAPY>KHIX Nap 3 HEBUHOLLYBaHHSIM BariT-
HOCTI: niaBULWeEHHs YyacToTu aneni G Ta
3HMXKEHHS YacTOTK aneni A, npoTe B rpyni
NEPBUHHMM HENAILOAM BCTAHOBAEHI MO-
Ka3HMKW HE [OCAralTb CTaTUCTUYHO BipO-
rigHoi 3Ha4YMMOCTi. B rpyni nogpyxHix nap
3 NEPBUHHMM HeNNigasaMm, 9K i B KOHT-
POSIbHIN rpyni, 3 HANBULLOK YaCTOTOIO 3Y-
cTtpiyaetbca AG reHoTun (45 %, nomipHa
ekcnpecia reHa 1J1-10). Lien dakT 3acsi-
[4y€e BIAMIHHICTb rpynn NOAPYXHIX nap 3
NepBMHHUM Henniggam 3 rpynoto nog-
PYXHiX nap 3 HEBUHOLLUYBAHHAM BariT-
HOCTI, A€ HaNBULLOK YaCTOTOIO XapakTe-
pnaysaBcs reHoTnn GG (45,7 %, reHoTUN
BUCOKOI ekcrnipecii reHa 1J1-10).

HapssnyarHo uUikaBUMMK, Ha Hally
OYMKYy, € pe3ynbTaTu aHanisy rpynm noa-
PYXHiX nap 3 NnepBUHHMUM HeNNigasm Ha
iX rOMONOrivyHiCTb 3a reHoTunamm SNP —
1082 G>A nlJ1-10, a came: 70 % ob6cTe-
XXEHUX NOOPYXKHIX Nap 3 NEPBUHHUM He-
nnigasam mMalTb O4HAKOBI reHOTUNuU, B
TOM Yac K rpyna noapyxHix nap i3 Heeu-
HOLLYBAaHHAM BariTHOCTi TakO rOMOO-
riclo xapakrtepusysanucsa 38,5 % noa-
PY>XHix nap.
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TakuM YMHOM, HasBHICTb reHoTUNy GG
€ HEraTMBHMM MNPOrHOCTUYHUM MapKe-
POM AJ151 HOPMAJIbHOIO NPOTiKaHHA BariT-
HOCTIi, @ TOMOJIONiYHICTb NOAPYXHbLOI
napu 3a reHotunamm SNP -1082 G>A
niJ1-10 € HeraTMBHMM MPOrHOCTUYHUM
MapKepoMm Anst caMoro GakTy HaCTaHHS
BariTHOCTI.

BucHoBKM

Cepepn, 3aranbHoi KinbKOCTi obcTexe-
HUX NOOPYXHIX Nap 3 HeNMiAAsaM BigXum-
NIEHHS KapioTuny BusiBNeHo y 3,2 % Bu-
nagkie, 51,7 % 3 9knx CTOCYETbCS 4O-
JI0BIKiB.

Mpn UMTOreHETUYHOMY AOCHIAXKEHHI
iHPEPTUNLHUX YOSOBIKIB i3 MOPYLUEHHS-
MU NPOLLECIB CNepMaToreHe3dy 3MiHu Ka-
pioTMny BCTaHOBNEHI y 8 % BUNaJKiB.

Y 8,5 % obcTexeHnx iHpepTunbHUX
YOJIOBIKIB 3 MOPYLWEHHAMU NPOLLECIB
crnepmMaTtoreHesy AiarHoCTOBaHO MiKpO-
aeneuin Y-xpoMmocomum,

IMyHOreHETUYHUMM MapKepamm nep-
BUMHHOro Hennigas € HLA-aHTureHum — ar-
pecopu B7, A19, a HABMKOBOIro HEBUHO-
wyBaHHsA — A10, B41 ta B38.

HasaBHicTb cninbHUX HLA-aHTUreHIB y
noApPYXHbOI Napu € NPOrHOCTUYHO Hera-
TUBHMM HaKTOPOM 4151 HACTaHHS Ta NpPo-
TiKaHHS BariTHOCTI.

BrBYeHHA YacTOT anenem HU3bkoi (A)
Ta Bucokoi (G) ekcnpecii reHa IJ1-10 B
rpyni NOAPYXHIX nap 3 penpoayKTUBHN-
MU BTpaTamm nokasano, o HEBUHOLLY-
BaHHS BariTHOCTI acouiioBaHo 3 Biporia-
HO NigBuULLLEHOIO YacToTotlo aneni G ta
GG-renotuny SNP-1082 G>A npomo-
TOpHOI ainsaHku 1J1-10.

BcTaHoBneHo, wo 70 % noapyxxHix
nap i3 NepPBUHHUM HENIAOAM € FOMOSO-
rivHmmMum 3a reHotnnamm SNP-1082 G>A
niJ1-10.

HagBHicTe reHotny GG SNP-1082
G>A nlJ1-10 € HEraTMBHUM NMPOrHOCTUY-
HUM MapKepoM HEBUHOLLYBAHHSA BariT-

HOCTi, @ TOMOJIOFYHICTb NOAPYXHbOI
napu 3a reHotunamu SNP -1082 G>A
nlJ1-10 moxe 6yTn HeraTMBHUM NPOrHO-
CTUYHUM MapKepoMm Ans camoro ¢akty
HaCTaHHS BariTHOCTI.

BigctoloeTbca Te3a BUCOKOI pesysb-
TaTUBHOCTI KOMMJIEKCY LMTO-, MOJEKY-
NAPHO- Ta IMYHOreHEeTUYHUX 0CNIOXEHb
npwv Hennigai NoAPYXHixX nap.
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N3YYEHUE TEHETUYECKMX ACMNEKTOB
PENPOAYKTUBHbIX HAPYLLIEHWIA
Y YEJIOBEKA

A.B. 3actaBHa, O.U. Tepnbinsik,
H.J1. l'ynetok, M.51. Toipkyc

'Y “UHCTUTYT HacNeaCTBEHHOM NaToNorum
AMH YkpauHbl”

YkpauHa, 79000, r. JIBOB,

yn.M.JlbiceHko 31a

e-mail: oresta.terp@gmail.com

MonyyeHHble pe3ynbTaTbl CBUAETENLCTBYIOT
O CYW,EeCTBEHHOM BJINSIHUN TEHETUYECKOWn
KOMMOHeHTbI Npu 6ecnnoamu. B rpynne cyn-
pyXecknx nap ¢ nepeBuyHbiM Gecniognem
npeobnagann KoJIMYeCTBEHHbIE N3MEHEHUS
XPOMOCOM, a NPV BTOPUYHOM — CTPYKTYPHBIE.
Y MyXU4UH C HapyLLIeHUsIMM NPOL,ECCOB crnep-
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mMaToreHesa 3adukcnpoBaHo B 8,5 % Mmkpo-
aeneunm Y-xpoMoCcOMbl. YCTaHOBJIEHO, 4TO
VIMMYHOr€HETUYECKUMN MapKepamMm BTOPUY-
Horo 6ecnnoams (HeBbIHALLVMBAHNA OepeMeH-
HocTu) asnsioTca HLA-aHTurensl A10, B41,
B38 n ctatuctnyeckn 3Ha4mMmoe yBenmyeHne
reHoTuna (GG) BbICOKOM 3KCNPECCUU reHa
MN-10. MpucytctBre 06wmx HLA-aHTMreHoB
1 SNP -1082 G>AnlJ1-10 — reHoTunoB y cyn-
py>Xeckon napsbl aBnseTca GakTopomMm pucka
6ecnnoamus 1 HeBblHaLLMBaHUSA BepeMeHHO-
CTU.

Kniouesbie cnosa: 6ecrioane, HeBbIHALUY-
BaHne 6epeMeHHOCTU, UNTOreHeTu4eckme
HapyLieHus, MukpogeneLmy Y-xpoMOCOMbl,
UMMYHOreHeTnyeckme mapkepsi, HLA-cuc-
Tema, TO4e4YHble HYKJeO0TUAHbIE MOJIMMOP-
¢u3ambl (SNP), reHbl MMYHHOro oTBerTa.

STUDY OF GENETIC ASPECTS OF HUMAN
REPRODUCTIVE DISORDERS

D.V. Zastavna., O.l. Terpylyak, N.L. Huleyuk,
M.Ya. Tyrkus

Institute of Hereditary Pathology of Academy
of Medical Scienses

Ukraine, 79000, Lviv, Lysenko str., 31a
e-mail: oresta.terp@gmail.com

The final results tell us about the essential
influence of the genetic partin infertility. In the
primary infertility group the chromosome
quantity changes prevailed and in secon-
dary - structural. It was observed a significant
rising of the unstable chromosomes aber-
ration and in 8,5 % - microdeletions in Y-
chromosome in males with spermatogenesis
infringement. It was determined, that immu-
nogenetic markers of secondary infertility,
caused by accustomed miscarriages in |
trimester were HLA-antigens A10, B41 and
B38. It was confirmed, that presence of
common HLA-antigens in marital couples and
increase of high expression GG-genotupes
SNP -1082 G>A nlJ1-10 was prognostically
unfavourable for running of pregnancy. It is
expected, that IL-10 gene may be active in
pathogenesis of accustomed miscarriages.

Key words: infertility, recurrent miscarriage,
chromosomes aberration, microdeletions in
Y-chromosome, HLA-system, single nucle-
otide polymorphism (SNP), genes of immune
answer.
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