BaHWH [UTOTCHETHYHMH CIIOCIO BUSBICHHS 0Ci0, TiepUyTIMBHUX J0 ONPOMiHEH-
Hs (Gy-radiation sensitivity assay), sSKuii TOIITHHO 3aCTOCOBYBATH 3 METOIO IIPO-
(hiTaKTHKH pagioreHHOro paKy. ExcriepuMeHTabHO OOTpPYHTOBAaHO BUKOPUCTAH-
HS pagionpoTeKTOpa IHO3WHY TPH Jii MaJIMX 03 OTIPOMiHCHHSI.

Kuro4oBi cioBa: pamgiodyT/IMBICTh, TCHETHYHI IOMIKOKEHHS, PaIiOreH-
HUH pak, mpoQiTakTuKa, iIHO3MH.

Jemuna J.A. YcoBeplIeHCTBOBAHME NMEPBHYHONH NMPOPUIAKTHKH pa-
AUOTeHHBIX ONYyX0J1eil Ha OCHOBe MTOreHeTHYECKUX MCcCieJOBaHUI.

OcBellieHbl COBPEMEHHbIE IIUTOTEHETHYECKHE acIeKThl U CTpaTerus Ipo-
(bUIaKTHKK Pa3BUTHS 37I0KAaYECTBEHHBIX HOBOOOPA30BAHMH paIlalliOHHOTO Te-
He3a. YCTaHOBJIEHA KAaHIIEPOTCHHAs! ONMACHOCTh JACHCTBUS MAJBIX /103 PaJHalyu.
Pa3paboTan ¥ ImpeayoxKeH MUTOTCHETHYECKUH CIIOCO0 BBIABICHUS JIMI, TUIEp-
YyBCTBUTENBHBIX K 00mydenuio (G,-radiation sensitivity assay), KOTOpBIH Iieie-
c000pa3HO UCHOJIB30BATh C IIENbI0 NPO(MIAKTUKY PAAUOTEHHOTO paka. DKCIe-
pUMEHTaNBEHO 000CHOBAHO MCIOJIb30BaHUE PAJNOIIPOTEKTOPA HHO3UHA TIPH JICH-
CTBUHM MAJIBIX 103 paagualunu.

KiroueBnle ci10Ba: paguodyBCTBUTEIBHOCTb, ME€HETHUECKUE MOBPEXKAEC-
HUS, paJIMOTEHHBIHN paK, TPOQUIaKTHKa, HHO3WH.

Domina E.A. The improvent of the primary prevention of human
radiogenic cancer on based of cytogenetic researches.

The article analyses current cytogenetic aspects and strategies of the
prevention of radioactive cancer. It proves the danger of small radiation dozes. A
cytogenetic method is proposed to detect persons who are hypersensitive to
radiation (G,-radiation sensitivity assay). It should be used to prevent radiogenic
cancer.

Key words: radiosensitivity, genetic lesions, radiogenic cancer,
prevention, inosine.
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POJIb 3ACTOCYBAHHS HUTOT'EHETUYHOI'O
JOCJIIKEHHS TA TEHETUYHOI'O KOHCYJIbTYBAHHSA
TP OBCTEXXEHHI INIOJAPYKHIX ITAP 3 BE3ILIIAJAAM,
AKI 3BEPHYJIMCSA 10 NOCJHYT JOIIOMIXKHUX
PENNPOAYKTUBHHMX TEXHOJIOT'TA

O.I'.€BceenkoBa’, JL.I.bpimenan’, /I.B.Ilpoutox?’,
C.B.llopoanceka’, B.FO.Cipenko?, ®.B./laxHo?,
H.I'.I'opoBeHnko'

! Hayionanvna meduuna akademin nicnaduniomnoi oceimu imeni
ILJLIllynuxa Kagpeopa meouunoi ma naéopamophoi zenemuxu,
M. Kuie, Ykpaina
2 Incmumym penpodyxmuenoi meduyunu, m. Kuis, Yxpaina

AKTyaJbHICTb TeMHU

OpHi€ro 31 CKIaIOBUX TOHSATTS «3JJ0POB’S HAIlii» € CTaH PernpoayK-
TUBHOI (DYHKIIIT HaCEJIeHHA KpaiHHu. be3rumis icTOTHO BITMBAE HE Tilb-
KM Ha AeMorpadidHuil po3BUTOK KpaiHH, ajle ¥ Ha COIiaJIbHy CHUTYaIlilo B
KpaiHi Ta 3a4ilae IHTEPEeCH BEJIUKOI IPYIH HACEJCHHS PENPOyKTHBHOIO
Biky. Ilporecu aemomysiii, ki XapakTepu3yTh Cy4acHE CyCIUIBCTBO,
CTaBJIATh OC3ILTIIIAA B AN BAXIIMBUX MEAUYHUX MPOOJIEM CHLOTOJICHHS.
Tak, 6mu3pko 10-20% moapyX HIX Map B YCbOMY CBiTi CTPa)KIalOTh Ha
oe3mrigas, a 15-20% BariTHOcTel 3akiHUYHOThCS BUKHIHsAMU [1-3]. 3a
JTaHUMHA OQIIiIHOT CTaTUCTHKY, piBeHb Oe3runians B YKpaini cknamae 2,8-
3,5 na 1000 oci0 >xinouoi ctati Ta 0,3 Ha 1000 oci0 yososivoi crati. On-
HaK COIIIOJIOT1YHI JIOCIIKCHHS TTOKa3yk0Th, 1[0 HeOaxaHe Oe3Iuti s Mae
Micne y 6-8% poauH B YKpaiHi, o ckianae 0Jm3pko 1 MITH Oe3ILTiTHIX
moApy>kHix map [4, 5].

Opniero 3 0araTboX MPHYUH, SIKI MOXYTh MPHU3BOIUTH 10 BHHHK-
HEHHS Ta PO3BHUTKY O€3ILTi A, € 3MIHH Y XpPOMOCOMHOMY Habopi B 0JTHO-
ro, a iHKOJHM 1 B 000X WIEHIB MOAPYXHKOI mapu. JlOCBiI T€HETUYHOTO
KOHCYJIbTYBaHHS TIOKa3ye, 10 KOXXHa BOChbMa IMOAPYXKHS Mapa 3 Mopy-
LIEHHSM PenpOayKTUBHOI QyHKIII mMOTpedye KOMIIEKCHOTO 00CTEKEeHHS
Ta 3aMyYCHHS CYYaCHHX METOMIB I[UTOTCHETHYHOI AiarHocThku. Jlocmi-
JOKEHHS TCHETUYHMX MPHYUH, SIKI MOXYTh MPU3BOIUTH 10 BHHUKHEHHS
SIK KIHOYOI0, TaK 1 40JI0BIYOro OE3IIiAMs, TAKOXK HAOyBarOTh OCOOIUBO-
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rO 3Ha4YEeHHS y 3B 53Ky 3 BIPOBAKEHHSM Ta CTPIMKHAM MOLIMPEHHSM 3a-
CTOCYBaHHsI PI3HUX BHUIIB IOMOMIKHHX PENPOAYKTUBHUX TEXHOIOTIH
(APT) nns mikyBaHHs Oe3runinas. Bimomo, 1o y 3aranpHii momysmsmii pi-
BEeHb XpoMocoMHUX aHoMaiii (XA) cknanae 0,5-3,0%, B TOl yac sk ce-
pen MaIieHTiB 3 MOPYIICHHSIM (EepTHIBHOCTI YacTKa 0Ci0 3 XpOMOCOM-
HUMH aHOMallissMu 30inbmryerscst 1o 7-10%, a cepen 4omoBiKiB 3 a300c-
nepmieto csrae 20% [6].

Icaye mymka, mo 3actrocyBannsi JIPT, ocobmuBo ICSI (intra cyto-
plasmic sperm injection), /IS JIKyBaHHS TAII€HTIB, Y SIKAX BUSABIICHO
3MIHU KapioTHITy, 30UIbIIy€ HMOBIPHICTh HAPOKEHHS JIITEH 3 XpOMOCO-
MHOI0 natoyorieto (XI1), MOHOTeHHUMH 3aXBOPIOBAHHSIMH, BPOIKEHUMHU
Bajamu po3BuTKy (BBP), a Takox i3 xBopoOaMu TeHOMHOTO IMIIPUHTHH-
ry. [lopsia 3 UM y IATOTEHETHYHIN JIarHOCTHUIN MOAPYXKHIX map 3 Io-
PYLIEHHSIM PETNPOAYKTUBHOI QYHKIII 1 B MPaKTHLI MEAUKO-TCHETHYHOTO
koHCynbTyBaHHS (MI'K) onmHiero 3 HalickIaaHIIINX TIPOOIEM € BUSBIICH-
HS B KapioTuii ogHOTOo (260 000X) YIEHIB pOIUHA XPOMOCOMHOTO MO3ai-
[IU3MYy — HAsBHOCTI B OpPraHi3Mi OJHOro abo0 JEKUIbKOX KIJIOHIB KJIITHH 3
YHCIOBOI0 a00 CTPYKTYPHOIO aHOMAJiEI0 XPOMOCOM OJHOYACHO 3 KJO-
HOM KJIITHH 13 HOPMaJbHUM Ha0OPOM XpOMOCOM. Tak, XpOMOCOMHHI MO-
3ai3M MOoXke OyTH NMPUYMHOI0 HECTPHUSTIMBOrO Nepediry BariTHOCTI,
BHYTPIIIHBOYTPOOHOI 3aTpUMKH pO3BUTKY mmioxa, BBP Ta posymoBoi
BifcTanmocTi. Mo3ainn3Mm y cTaTeBuX KIiTHHAX (SHIEKITiTHHAX, CIepMaTO-
30i/1aX) MOKE TIPU3BOJIUTH JI0 MIOBTOPHHUX BHUMAJKIB HAPOIKEHHS HITEH 3
XA (perynsipHUMH TpHCOMIsIMUA ab0 TpaHchokamismu). CKIaIHOII K-
HIYHOI J1arHOCTUKM TaKWUX HOCIIB MO3aiYHOTO KapiOTHITy TOJATAIOThH Y
BIICYTHOCTI Yy HHUX 3MiH y (eHoTuri abo HAsSBHOCTI JIUIIE HE3HAYHUX
CTHT'M JTUCeMOpioreHesy, mo He 103BoJsie 3amigo3putu XI1 y Takux ocio.
VY uux BUMajKax JUIle 3HWKEeHA (epTUIbHICTh a00 CHOHTAaHHI abopTH €
NPUBOJIOM 3BEPHEHHS MOAPYKHBOI MapH A0 MEIUYHUX yCTAaHOB. 3acCTO-
cyBannsa [IPT y moapy»xoks, /e OJMH € HOCIEM MO3aillu3My, MOXKE IpHU-
3BOAMTH 10 HEBIAIHMX CHPOO MiJ yac ITYYHOTO 3alLTiJHEHHS a0o 3011b-
IIeHHs PU3UKYy HapojpkeHHs autuHU 3 XI1. B Toii ke dac mpoindopmo-
BaHICTh TIPO BUABIICHI il YaC MUTOTCHETHYHOTO aHAJI3y 3MiHH y Kapio-
TUT TOAPYIOKS TO3BOJISIFOTH JIIKAPIO-TeHETHKY PO3paxyBaTH PU3HKH BH-
nukHeHHs1 XI1 y miona, a mikapsiM, mo npoBoaats nukiau JPT, BuacHo
KOPHUTYBATH JIIKYBaHHS OE3IUTIIS 13 3aCTOCYBAaHHSAM CYYacHHUX METOIIB
MPEIMIIAaHTALIHHOT Ta MPEHATANBHOT JIarHOCTHUKU 3 ypaxyBaHHSIM KOX-
HOT'0 KOHKPETHOTO BUTIAJIKY.
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CamMe TOMy B yMOBaxX HIMPOKOI'O BIPOBAKEHHS PEHPOTYyKTUBHUX
TEXHOJIOTIH, IS JTIKyBaHHS O€3IUTiANs O0COOIMBO BRXKIIMBUM € MUTAHHS
3aCTOCYBaHHS Cy4acHUX METOMIB nociimkeHHs XII, B ToMy 4ucii UTO-
TCHETUYHHUX, MOJICKYJISIPHO-IIUTOTCHETUYHHUX, MOJICKYJIIPHO-TEHETUYHIX
i MOJNIEKYJIIPHUX, a TaKOkK BaockoHaneHHs cxeM MI'K moapysxHix map 3
MTOPYIICHHSIM PENPOAYKTUBHOI (DYyHKIII.

Merto1o po6oTH 0yJI0 BUBYCHHS BIUIMBY T€HETUYHOT KOMIIOHEHTH Y
BUHHUKHEHH] O€3IUTiAs cepel MAieHTiB 3 MOPYIEHHAM PENPOAYKTUBHOT
dbyukmii, sxi 3BepHyIHCS A0 mociyr JPT, Ta Bu3HadeHHS posi ITUTOreHe-
TUYHOTO aHaNi3y 1 TEHETUYHOTO KOHCYJIbTYBaHHS MPH OOCTEKEHHI TaKo-
T'O TOAPYAKS.

Martepian i MeToIM J0CTiTKEHHS

Marepianom gocmimpxeHHst Oynu mgiMdonutu nepudepiiiHoi KpoBi
270 marmieHTiB penpoayKTuBHOTO BiKy (135 pomun), saxi y 2003-2005 pp.
3BEPHYJIUCS A0 [HCTUTYTYy penpoxyKTHBHOI MEIULMHH Y 3B 3Ky 3 0e3-
wraaaM. Bik maiieHTiB KonuBaBcs Bix 22 10 57 pOKIB i B CepeIHbOMY
ckianas 38+0,5 poky.

Menuko-TeHeTHYHE KOHCYJIBTYBaHHS OYJIO MPOBEACHE CITIBPOOIT-
HuKamu Kadenpu menuunoi Ta gaboparopHoi renetnkn HMAIIO imeni
[T.JI.IIynuka 3a y4acTro JikapiB [HCTUTYTy penpoayKTHBHOI MEIUIIMHU
(M. KuiB). LluroreHeTrune MOCHiIKEHHS MAII€HTIB 3 TOPYLICHHAM pe-
MpoAyKTHBHOI QYHKLII, o 3BepHYyIUCS a0 nociyr JPT, mposomnmm y
IUTOTEHETHYHIN Jabopartopii kadeapu MeanIHOI Ta 1abopaTOpHOI reHe-
THKU.

3a pe3yapTaTaMy KIiHIKO-TEHEaJoTigHOTO aHalli3y MOAPYKHI mapy 3
MOPYIIEHHSIMH penpoayKTHBHOI (QyHKIII OyiH mojilieHi Ha JABi TpyIH.
Ho nmepmoi rpynu ysiinuio 148 oci6 (74 moapyskHi napu) 3 IEpBUHHAM
oesmriamam B anamuesi. Jlo apyroi rpymm yBidnum 122 ocobu i3 BTO-
puHHUM Oe3ruiiansaM B aHamuesi (61 moapy»kHs napa). [lepmia Ta mpyra
rpynu cknanu 54,8% ta 45,2% Bin 3arajgpHOI KiIBKOCTI 00CTEKEHUX 0Ci0
3 PENpPOMYyKTUBHUMH PO3JIaAaMy BiqnoBigHO. KidbKiCTh pOIWH, B SKHX
OyJ0 0OCTEXEHO TITLKHM OJHOTO 3 WICHIB POIWHU, cTaHOBMIA 13. 3ara-
JIbHA KUTBKICTh MAIliEHTIB, SKMM OYB MPOBEJCHHN ITUTOTCHETUYHUN aHa-
i3, cximana 257 oci0, cepen sikux 135 xiHOK i 122 4onOBiKiB.

[{uToreneTnyHe NOCTIIKEHHS MIPOBOAMIN Ha Ipenaparax meradas-
HUX Ta mpomeradaszHux XpoMOcoM JiM(MOUUTIB nepudepiiHoi KpoBi 3a
CTaHOapTHUMHU MeToaukamu [7]. BixOip meradasHHX IUIACTMHOK IS
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OUTOT€HETUYHOTO aHamizy, kiacu@ikarito i 00JiK XpOMOCOMHHX BapiaH-
TiB 3/IHCHIOBAJIM 32 3aTaJIbHONPHUUHATHMH CTaHAApTaMH. 3aIiC aHaNlizy
MPOBOJMIIH 32 MIXKHAPOIHOIO HOMEHKJIATYpoIo [8].

Jn1st KOX)KHOTO TalieHTa 3 peNpOAYKTUBHIUMHU PO3JialaMy aHali3yBa-
au He MeHme 29 meradaszHux miactuHOK. [Ipu Mo3ainn3mi abo BUSIBICH-
HI MapKepHOi XpOMOCOMH aHaji3 30impnryBamu 10 100 KiriThH.

Pe3yabTaTi 0CHiIKEHHA Ta IX 00rOBOpPEHHA
Pe3ymbTaTé MUTOTEHETUYHOTO aHATI3y MOAPYXHIX Tap 3 TEpBUH-
HUM Ta BTOPUHHHUM OE3IUTIIISIM HaBeJIeH] B Ta0uiax 1 1a 2.

Tadbnumus 1

KiabkicHi 3MiHH, BUSIBJIeHI B KapioTuIi Noapy:KHix nap
3 penpoAYKTUBHUMM PO3JIaJaMH Pi3HOT0 MOXO/ZKEHHS
(3araabHa rpyna 257 oci6)

IIpodoeorcenns mabn. 1

1 2 3
mos 47,XXX [3]/45,X [1]/49,XXXXX mos 45, X [2] /47, XX,
[1]/46,XX [95] {1 Bumaymok} +21 [2]/ 47, XXX [1)/
mos 47,XXX [3]/48, XXXX [1]/46,XX [96] |46, XX [95] {I Buna-
{1 Bumamox} JIOK }

Yomosiku|mos 47,XXY [1]/46,XY [99] {1 Bunamox}
mos 48, XXXY [1]/46,XY [99] {1
BHITAJIOK }

He BusBaeno

mos 47,XYY [2)/46,XY [98] {1 sunajok}

Ocodun IlepBuHHe (€3t Bropunne 0e3nigas
Kinku |mos 45,X [2]/46,XX [98] {2 Bu- |mos 47,XXX [2]/45,X [1]/46,XX
TTaJIKH } [97] {1 Bunamok}
mos 45, X [2]/47,XXX [2]/46,XX |mos 45,X [4]/47, XXX [1]/46,XX
[96] {1 Bumamox } [95] {1 Bunamok}
mos 47,XXX [3]/45,X [1]/46,XX |mos 45,X [2]/46,XX [98] {4 Bumna-
[96] {1 Bumanok} JIKH }
mos 45,X [4]/47,XXX [2]/46,XX |mos 45,X [3]/46,XX [97] {1 Buna-
[94] {1 Bumanox} JIOK }
mos 47,XX,+mar [3]/46,XX [97] |mos 45,X[2]/47,XXX [1]/46,XX
{1 Bunanox} [97] {1 Bunanok}
mos 45,[11/46,XX [99] {1 Buma- |mos 45,X [3]/46,XX [97] {1 Buna-
JIOK } JIOK }

45 X [3)/47,XX +
1[12“]’/548 XXE(]JF ot 1] /jga;(x mos 45,X [31/46,XX [97] {1 Buma-

[94] {1 Bumamok} s1oK}

mos 45,X [2]/47,XXX [1]/46,XX |mos 45, X [2]/ 47, XXX [1]/ 46,
[97] {1 Bumamok} XX [85] {1 Bumamox}

Sk BuaHO 3 Tabmmii 1, miJ Yac IUTOTCHETUYHOIO aHamizy OyJo
BcTaHOBIIeHO 29 Bumnajkis (21,5%) mo3ainu3my 3a xpomocomor X cepen
XKIHOK 3 TEPBUHHHUM Ta BTOPUHHUM Oe3rmiiansM, mo ckiamo 10,4% ta
11,1% BimnoBimHo. JlogaTkoBo 10 MO3aiMu3My 3a XPOMOCOMOIO X, Y
nBox Bunazakax (1,5%) y kapioTHIi )KiHOK 3 IEpBUHHUM OE3ILTiISIM Ta B
onHoMmy Bumnaaky (0,7%) y xapioTumi >KiHKU 13 BTOPUHHHM O€3ILTiAIAM
OyJ10 BU3HAYCHO HASBHICTh MApKEPHOI XPOMOCOMH.

Cepell 4OJIOBIKIB KUTBKICHI 3MIHU 32 CTATEBHMH XPOMOCOMaMH OYJIH
BUSIBJICH] JIMILE y TPyMi i3 HepBUHHUM Oe3mmiamsam (2,4%). Cepen HHX
OyJM BCTAaHOBIICHO J1Ba BHIIAAKU J0AaTKOBOi xpomocomu X (1,6%) Ta
OJIMH BUNAOK goaaTtkoBoi xpomocomu Y (0,8%).

Sk mpezacraBieHO B TaOMUIl 2, BChOTO OyJo BUSBIEHO 4 BUMAIKU
(2,9%) cTpyKTypHHX IepeOyAoB 3a Y4acTIO Pi3HUX XPOMOCOM Y JKiHOK 3
MIEPBUHHUAM Ta BTOPUHHHUM Oe31uIi M, mo ckiano 0,7% ta 2,2% Biamo-
BiJTHO.

Tadbnuus 2

CTpyKTYypHIi nepedy10BH, BUSIBJICHI B KapiOTHIIi MOAPYKHIX map
3 penpoAYKTHBHUMH PO3JIaIaMH Pi3HOT0 NOXO’KeHHS
(3aranbHa rpyna 257 ocio)

Ocoon IlepBunHe 0e3miaas Bropunne 6e3nigas

mos 45,X [3]/46,Xi(X)(p10) mos 45, X [1]/ 46, XX [99] {1 Bu-
[17/46,XX [96] {1 Bumagok} MaJI0K }

mos 45,X [2]/47,XXX [2]/46,XX |mos 45, X [2]/ 47, XX, +mar [2]/

46, XX, inv(10)(pl2q21) 46, XX.,inv (8) (p21.2921.3){1 Bunanox}

[96] {1 Bumamox} 46, XX [96] {1 Bunagok}
mos 45,X [4]/46,XX [96] {1 Bu- |mos 45, X [4] /46, XX [96] {1 Bu-
MaJ0K} HajoK}

i | s+ S ] ]
You10BikH1 46, XY, 1(10:12)(q11.2:q13.1) He Bussieno

{1 Bunanok}
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VY 400BIKiB CTPYKTYpHIi nepeOy10BU OyJIM BHUSBIECHI JIMIIE B OJHO-
My BUNAJKY Y IpyHi 3 IepBUHHUM Oe3mmiamsm, mo ckiuano 0,8% Bifg 3a-
raJbHOT KIIBKOCTI 00CTEKEHUX YOJIOBIKIB.

OxpeMoi yBaru 3aciIyroBylOTh BUMIAIKU iHBepcii xpoMocomu 9, 1o
3rigHo 3 ISCN € BapianTOM HOpMU. [HBEpCIi reTepoOXpOMaTHHOBOTO OJI0-
Ky xpomocomu 9 Oynu BusiBIIeHI y Kapioturi 4 xiHOK (2,9%), 3 HUX ¥
TPy KIHOK 3 IEPBHHHUM Oe3rutiausM y 2 Bunankax (1,8%) ta y rpymi i3
BTOPUHHUM O€3mutiyisM Takox y 2 Bunaakax (1,8%). Cepen 4oioBikiB
IHBEPCII0 TeTEPOXPOMATHHOBOTO OJIOKY XPOMOCOMH 9 OyII0 BUSABIICHO Y 2
Bunankax (1,6%) y rpymi i3 MepBHHHUM OE3ILTIAAAM Ta y 3 BHIIAJKaX
(2,5%) y rpymi i3 BropuHHUM Oe3mniagsam (Tadm. 3).

Taonuusa 3

Busisienns inBepcii xpomMocomu 9 cepen noapyskHix nap
3 penpoAyKTHBHUMH PO3JIAIaAMHU Pi3HOT0 IMOXOKEHHS
(3aranbHa rpyna 257 ocio)

Tabnuus 4

XpomocomHi aHOMAJTIT B 0Ci0 cepea MoAPY KHIX Map 3 penpoIyKTHBHAMH
po3j1ajamMu pi3HOro MOXO/KeHHs (3arajbHa rpyna 257 ocio)

. KinbkicTh BUnaakis % Bix 3araJbHOI Ki-
XpomocomHi o .
aroMai o a Beworo JIbLKOCTi 0Ci0 B OCHOB-
Hili rpymi (n=257)
Mo3zaigHuii KapioTHI 29 3 32 12,529
JonaTkoBa MapkepHa 3 0 1241,1
XpoMocoma 3
Tpancnokartis 2 1 3 1,2+1,1
TaBepcis 2 0 2 -

Ocobu IlepBuHHEe 0e3mainas Bropunne 6e3miainas
Witk 46, XX, inv (9)(p12q12)
{2 Bunaaku} 46, XX, inv (9) (p11q12) {2 Bunajgku}

46, XY, inv (9)(p12q12) {1 Bunanok}

46, XY, inv (9)(p12q12)

YonoBiku 46, XY, inv(9)(p12;921) {1 Bunamok}

{2 Bunaaxu}

46, XY, inv(9) (p11g21) {1 Bunanok}

Cepen 257 oci0 3 pempoAyKTHBHHMHU PO3JaJiaMd Pi3HOTO IMOXO-
JOKEHHS XPOMOCOMHI 3MiHM BusiBIieHI y 142 (52,6%) mamieHTiB, 3a na-
Humu ISCN ckiamae 5%. [lo 3MiH KapioTHIy BiXHOCHIM XPOMOCOMHI
aHoMallii Ta XPOMOCOMHI BapiaHTH, sIKi BBaKAIOTHCSA MOJIMOPPi3MOM
(BapiaHTOM HOPMH).

XpomocoMmHi aHomauii Oynu BusiBieHi y 37 mamieHtiB (14,4%), ce-
pen sikux 33 xiHku 1 4 gonoBiku. KiibKicTh Ta TUI aHOMAaIi HaBeJieH] B
Tadmumi 4.

Hocaimkennas: BusBuino 12,5% oci6 3 Mo3ai4YHAM KapiOTHUIIOM Bif

3araJibHOT KIJIBKOCTI OOCTEIKEHUX Talli€HTIB.
TBIIY yBary JAOCHIJHHKIB Yepe3 3HAYHHUI BIJIMB WX MOPYIICHb HA PO3-
BHTOK TATOJIOTIYHOTO CTaHy. He BHKJIMKae CyMHIBIB, IIIO XPOMOCOMHI
MOPYIICHHS! BIIIrParOTh BAXKIIMBY POJIb B €TIONOTIT BPOJDKEHUX BaJ PO3-
BUTKY Ta eMOpioHanbHOI 3arubedni [9].
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Cepenl BHSBICHHX BHIIQJKIB MalOTh MiCIIE XPOMOCOMHI aHOMAJIi,
MOB’s3aHi 3 M03aiM3MOM roHOCOM. HasBHICTH B KapioTUII HEBHCOKOTO
BIJICOTKY KJITHH 3 aHEYIUIOini€lo 3a roHocoMamu (<6-10%) TpakTyeTbcs
NEKMMHU aBTOpaMH sIK MiHiMajabHui Mo3aiiu3M (low level mosaicism)
ab0 «mpHuxXOBaHMIT» MO3ailM3M 1 € mpeaMeToM Al TUCKYcii cepen Oara-
THOX IOCIIAHUKIB. Pi3HI MO ICHYIOTh 5K Y BU3HAYEHHI CAMOTO SIBH-
ma MiHIMaJTbHOTO MO3aillu3My, TaK 1 B METOIOJIOTIYHHX IMiIX0aaxX 0 Ho-
ro aHawi3y (KUIbKICTh MPOaHali30BaHUX KIITHH JUII BCTAHOBJICHHS MO3a-
fmm3my Tomio). Tak, BioMo, 110 BUSBICHHS OJHIE€] KIITHHU 3 aHEYIUIOi-
Ti€ro 3a XpoMocoMoro X abo Y Tpu mpoBeeHH] ITMTOTEHETUIHOTO aHaJi-
3y CIIPUHAMAETHCS K apTeakT Ta HE PEECTPYETHCS Y UTOTEHETHIHOMY
3aKioueHHi. B Toif jke yac mokaszaHo, 110 HE3HaYHHUH KJIIOH 3 aHOMallb-
HUMH KIITHHAMH MOXe OyTH 1 He BWSBIICHUH MpPH IIUTOTC€HETUYHOMY
anaimizi [10, 11]. ToMy MOIIMPEHHS «IIPUXOBAHOTO MO3ailU3My» Cepel
NOJPYKHIX Map 3 MOPYLIEHHSAM PEenpoAyKTUBHOI (yHKLii HAa CHOTOIHI
e He BU3HAYEHO OCTATOYHO i BUMAarae OiIbIl PETEIEHOTO 0OCTEKEHHS.
PesynpraTamMm Hammx AOCHIIKEHb BCTAaHOBJIEHO HASIBHICTh KIIOHIB 3
XpPOMOCOMHHMH BIIXHJICHHSAMH y 39 o0cid, B OCHOBHOMY Yy XIHOK
(12,5%). CyTTeBi BIIMIHHOCTI HalIMX PE3yJbTaTiB Bif JiTEpaTypHUX Aa-
HUAX MOXKYTbh OyTH TIOB’sI3aHI Y TOMY YHCHI 1 3 METOAWYHUMH OCOOJIHUBOC-
TSAMHU JOCIIDKeHHST — 000B’s13koBoro BuBYeHHs 100 meTadasHux rmac-
TUHOK TP 3HaXOJDKEHHI Xoua O OnHi€l KIITHHH 3 aHOMANliIMH XPOMO-
coM. IleBHe, came TakuM MiAXiJ 1 JO3BOJISE HAOIM3UTUCH 10 O1JIbII ITOB-
HOTO BWSIBIIEHHSI «IIPUXOBAHOTO» MO3AIMU3My JUIS ITOAAJBIIOI OIIHKH
3HAYeHHS 1IOTO ()EHOMEHA y BHHUKHEHHI MOPYLICHb PENpOAYyKTHBHOT
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¢yHnkuii. CKragHoIli A1arHOCTUKK MOB’S3YIOTH TakKOX 13 BapilOBaHHIM
CHIBBiTHOIIIEHHS Mi’K KJIOHaAMH B Pi3HUX TKAaHWHAX OpPTaHi3My MaIli€HTa i,
SK TPaBWJIO, HU3BKUM PiBHEM MO3ai[M3My B JOCTYITHHX JISI IIUTOTEHE-
TUYHOTO aHali3y TKaHUHaxX (JiMdonuTax nepudepiiiHol KpoBi MaLi€HTIB)
[12]. Taka cutyallisi CTBOPIOE TIEBHI TPYHOII ITiJl Yac TPaKTyBaHHS pe-
3yILTaTIB, OTPUMAHHUX TPH MPOBEIEHHI MUTOTCHETHYHOTO JOCIiHKCHHS
MOJPYKHIX Tap 3 MOPYIICHHSM penpoayKTUBHOI QYyHKIIi i yckiamHe-
HUM aKyIIEpChKUM aHaMHE30M, Ta MOXKE BIUTUBATH Ha PilICHHS MIOAO
MOXIMBOCTI 3acTocyBaHHs J[PT y KO)KHOMY KOHKPETHOMY BHIIAJIKY .

To4HO BCTAHOBUTH TNPHUCYTHICTH 200 BiJICYTHICTh KJIOHY (KJIOHIB)
KJIITHH 3 aHOMAJIBHOIO KITBKICTIO XpoMocoM X ab0 Y 1 BCTaHOBUTH CITiB-
BiTHOIIIEHHSI KJIOHIB KIIITHH 3 HOPMAJIEHUM 1 aHOMaJIbHIM BMIiCTOM TOHO-
COM CTaJIO MOKJIMBUM 3aBJSKH BIPOBALKEHHIO Y 1a00paTOPHY MPAKTUKY
MOJIEKYJISIPHO-IIUTOTCHETHYHUX METOMIB AiarHOCTUKHA XPOMOCOMHOI ma-
tomnorii (FISH-merony) [10]. Tomy Bci BUNIanku «IIPUXOBAHOTOY» MO3ailTH-
3My MOBWHHI OYTH IONAaTKOBO JOCHIIKEHI 3 BUKOpucTaHHsIM FISH-
aHani3y i3 3acrocyBanusM JIHK-30HIIB Ha IeHTpOMEpHI JUITHKH XPOMO-
comXTaY.

[1ig yac MUTOTEHETHYHOTO aHaNI3y Y HAIIOMY JOCHIHKEHHI ¥ TPhOX
oci0 3 257 (1,2%) Oyno BusiBiieHO MeTada3Hi TUIACTUHKH 3 J0AaTKOBOIO
MapKEepPHOIO XPOMOCOMOIO:

1) 47, XX, +mar [3]/ 46, XX [97];
2) 45, X[3)/47, XX, +mar[2]/ 48, XXX, +mar [1]/ 46, XX [94];
3) 45,X [2]/47, XX, +mar [2]/ 46, XX [96].

3a maHWMHU JTTepaTypH, MapKepHi XpOMOCOMH (XpOMOCOMHHUN Ma-
Tepian HEeBIOMOTO MOXOJPKEHHS) cepell PENPOIYKTHBHO 3I0pPOBOTO Ha-
CEJICHHS 3yCTpivaroThcs 3 yacTtororo 1-2 Bumanku Ha 1000 anamizis (0,1-
0,2%) [13]. BcranoButH mpupoIy Ta MOXOIKEHHS MapKepHOi XpOMOCO-
MU 3a JONOMOIOK IIUTOTEHETHYHOTO METOIY AOCHTH Ba)KKO, TOMY IO
MapKepHa XpoMOCOMa — Ie CTPYKTYPHO 3MiHEHa XpOMOCOMa, SKa MOXKe
CKJIIaTUCS 3 XPOMOCOMHOTO MaTepiany SK OJHi€i, TaKk ABOX Ta Oiibie
XpoMocoM. B Toii jxe 4ac HasBHICTh Y KapiOTHITI KiHKH MapKepHOI Xpo-
MOCOMH, L0 MOXOIUTH Bifl Y-XPOMOCOMH, € MOTAaHUM NPOTHOCTUYHUM
¢axTopom, ocobnmBo nipu 3acrocyBanHi JIPT, Tomy 110 ropMoHanbHa TIi-
JrOTOBKA [0 INTYYHOI'O 3aILTIIHEHHS MOXXE NMPHU3BOJAUTHU JI0 3aILyCKy OH-
KOJIOTIYHOTO IPOIIECy B OPraHi3Mi XKIiHKH Ta CIPHUITA PO3BUTKY OHaI00-
JIACTOMH Ta 1HIIUX MyXJIMH y TaKUX Mali€HTOK.
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[Tix yac MUTOTEHETUYHOTO JOCHIHKCHHS 257 0ci0 HaMu OyJi0 BUSB-
JICHO TPaHCJIOKaLil y TPbOX BUMIAAKaX, mo ckiano 1,2%. Otpumani Hamu
pe3yJbTaTH CIIBIAJAIOTh 3 TaHUMHU Jiiteparypu [14], ne BKa3yeTbes, M0
gyacToTa 30aJaHCOBaHUX ayTOCOMHHUX TPAHCIIOKAWil y MOAPYXKHIX map 3
pPenpoayKTUBHUMHU po3nazamu y 7 pasiB Buma (1,14%), HiX B winomy
cepen Hacenenns (0,16%).

Hocii 30anancoBaHMX TpaHCIOKAlill CKJIAQJAIOTh 3HAYHY YACTHHY
MamieHTiB 3 Oe3MIANAM, SIKi MOTPEOYIOTh JIKYBaHHS 13 3aUIydYeHHAM Me-
toxiB JIPT. B Toii e wac mpu 3actocyBanHi [IPT icHye BUCOKa MMOBIip-
HICTh yCNaJKyBaHHsI CTPYKTYPHO 3MIHEHOT'O XPOMOCOMHOTO Habopy Bif
0aThKiB 70 11012 Ta HapokeHHs autuHy i3 XI1 [15]. B poaunax HOCIiB
30aJIaHCOBaHMUX CTPYKTYPHHUX Iepe0y0B 4acTO MalOTh MiCIle CIIOHTaHH1
abopTH, CIIPUIMHEHI He30aJaHCOBAHICTIO B KapioTwmi mioxa. Tomy iH-
(opMOBaHICTh LIOAO0 HASBHOCTI 3MiH Yy KapiOTUII MOAPYOKS J03BOJIIE
BYaCHO BHOpATH MPaBWIBHY TAKTUKY JIIKYBaHHS O€3IUIIIAS Y KOXKHOMY
KOHKPETHOMY BHIIAJIKY, 3aII00ITTH HEBIAIUM CIIpo0aM IIij yac IMTYIHOTO
3aILTIIHEHHS Ta HAPOPKEHHIO AuTHUHY 13 XI1.

3Beprae Ha cebe yBary TOH (akT, mI0 BCi TpU MOAPYXHI HapH, y
SKHX B OJHOTO 3 MAapTHEpiB Oyia BUSABJIECHA TPAHCIOKALisl, MaJl 00TsKe-
HUI aHaMHe3 a0o yCKJIaIHeHHs i yac JikyBaHHs. [lepmia mapa mpoiim-
na HactynHi nporpamu: 'MC-ICM, ICM, KCO-OIB-/I, et-kpio, IC]], 3a
SKHMH, OJHAK, HE OTPHMaja MO3UTUBHOIO pe3ysbTary. TiIbKH HpoBe-
JIEHHS IHCEeMIiHAIlii CIIEpMOI0 TOHOpa MPHU3BEJO JO BariTHOCTI. Y Ipyroi
napu B anamHesi 0yB aboprt; nporpama KCO-IKCI He nana mo3uTHBHOTO
pesyabTaty. JKiHKa 3 TpeThoi mapu mepeHecia 103aMaTKOBY BariTHICTS,
o 0OyMOBWJIO TOHANBIIHN [iarHO3 — «TpyOHE OE3ILTImT», 3 SKAM 1
3BEpHyJach B IHCTUTYT nist npoBeneHHs JIPT.

BaraTo aBTOpiB BiJIMIYalOTh MiJBUIICHUN PiBeHb XA y MaIli€HTIB,
SKi 3BEPTAIOThCS 10 TOCIYT PEnpoAyKTUBHOI TexHojorii [6, 11, 13]. 3a
JMAHUMH JTiTeparyp, 3 261 00CTeX EeHOT MOAPYKHBOI HapH, K MPOXOIH-
mu kype IKCI, y 4,2% qonosikiB i 1,2% >xiHOK 3HaiineHO aHOMAaJii Xpo-
MocoM: Y 3% uvonogikiB 1 0,7% >xiHOK BusiBieHi TpaHciokauii, y 0,7%
40710BiKiB 1 0,4% *xiHOK — iHBepcii [16].

B Hamomy nmocmijpkeHHI MOpsii 3 XPOMOCOMHHUMH aHOMAIISIMH Y
117 (45,5%) ocib 3 penpoayKTHBHUMH po3iagaMy OyJio BUSBIEHO IMOJTi-
MOpP(]i3M TeTePOXPOMATHHOBHUX MUISHOK, CYIYyTHHUKIB Ta CYITyTHHKOBUX
HUTOK TIEBHUX XPOMOCOM, 110 BiAmoBiaHo 10 ISCN po3IiHIOEThCS SIK Ba-
piant Hopmu. KapioTunu AesKkux Maui€HTiB BKIIOYATH OJHOYACHO XPO-
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MOCOMHI BapiaHTH B JACKUJIBKOX XpOMOCOMax, IO pa3oM ckiaaio 166
3MiH.

B Tabmuni 5 HaBeneHi BapiaHTH KapioTUIy Y MOAPYXKHIX map 3 pis-
HUMH PENPOLYKTHBHUMH PO3JIaJaMH.

Taonuusa 5

XpomocoMHi BapiaHTH, 10 O0yJI¥ BUABJIEHi Yy KapioTuIi Nopy:KHixX nap
3 penpoAyKTHBHUMH PO3JIAIAMHU Pi3HOT0 IMOXO/’KEHHS
(3aranbHa rpyna 257 ocio)

. KinbkicTsb 0cid o/ s ..
Xpomocomui _ "o Bill 3arajbHOI
R (3arajbHa rpyna n=257) . A
BapiaHTH KiJIbKOCTI 0ci0
Q a Beworo
15,643,6 (Big KiIbKOCTI

(Yqht, Ygh-) ) 19 19 4O0JIOBIKIB)
IuBepcii: 6 5 11 4,3+2.0
inv(9)(p12q21) 0 1 1 0,4+0,6
inv(9)(pl1q21) 2 1 3 1,2+1,1
inv(9)(p12q12) 2 3 5 1,9+1.4
301IbIICHHAS TETEPO-
XpOMAaTUHOBOTO paii- 22 12 34 13,2430
oHy xpomocoMm 1, 9, 16
301IbIIeHAS PO3MIpPiB
CYITyTHUKIB 200 CymyT- 32 40 72 28,04+2,8
HUKOBUX HUTOK

Bigomo, 1o 3MiHM HaBKOJIOIICHTOMEPHOTO TE€TEPOXPOMATHHY XpO-
MocoM 1,9, 16 1 Y, sik B cTopoHY 301IbLICHHS, TaK i 3MEHIIEHHS, 3yCTpi-
YaIOThCS Y 3aralibHil MOMyYJAII] i BBaXKatOThCs BapianToM HOpMH. O/THAK,
3a aHWMH JITepaTypH, 30iIBIICHHS TeTEPOXPOMATHHOBUX OJIOKIB CIIO-
CTEpITa€eThcsl 3HAYHO YaCTille cepell MOAPYXKHIX Mapu 3 MOPYIICHHSIMH
PEeNpOaYKTUBHOI (DYHKLIT, [0 JO3BOJISIE ISSIKUM aBTOpPaM BiJTHOCHTH TaKe
MOAPYOKS 0 TPYIH PU3HMKY. XpoMocoMHi Bapiantu 1gh+ Ta 9gh+ gac-
Tille 3a iHII BUSBISIIOTH cepell MaTepialy CIOHTaHHHUX a0opTiB Ta y Mi-
Tel 3 BPO/LKCHUMHU BaJlaMU PO3BUTKY. HakonmnyeHWW B LUTOTCHETHUIN
JIOAWHA JOCBiJ A€ MOXJIMBICTh BBa)KaTH, IO BapiaOeNbHICTh TeTepo-
XPOMAaTHHOBUX PAaHOHIB XpOMOCOM, OCOOJMBO B CTOPOHY 30UITBINICHHS,
MOX€ MIPU3BOIUTH JO HETaTUBHHUX HACIHIIKIB.

[ling wac Hamoro mocimifpkeHHs Oylo BHUsBIEHO 19 BHIAAKiB TOJIi-
Mophizmy xpomocomu Y, o ckiano 15,6% Big ycix 0OCTeXEHHX HO0JI0-
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BikiB. BapiabenbHicTh po3MipiB XxpoMocomu Y Yy JIIOJUHU J0Ope Bimoma.
Jesiki aBTOpM HaMarajauch MPOBECTU Mapajeiib MiX PO3MipaMH XpOMO-
coMd Y Ta MCUXIYHUM CTAaHOM YOJIOBIKA, BIIXWJICHHSIMH Y IOBEIIHII,
BUKUAHAMHU Yy MOro ApYKMHHU. ICHye IOymKa, IO po3Mip XpoMocomu Y
MOJKE BIUIMBAaTH Ha HEPO3XOIKEHHS XPOMOCOM y MeHo31 i MpU3BOAUTH
JI0 TIOSIBM XpOMOCOMHHX abeparliii y Hamankis. OmHak Aadi PO BIUIMB
XPOMOCOMHHUX BapiaHTIiB Ha CTaH PENPOIYKTUBHOI (QYHKIIIT HEOJHO3HAY-
Hi. ToMy Ha CHOTOZHI HEMOXIJIMBO BIEBHEHO 3POOUTH BHCHOBOK MIOMO
pOJTi BapitOBaHHS PO3Mipy T€TEPOXPOMATHHOBOI 00JIaCcTi XpOMOCOMH Y Y
BUHHKHEHHI OPYIIEHb PENpOXyKTHBHOI QyHKIil. Tomy mijBHIIEeHa Yac-
TOTa XPOMOCOMHHUX BapiaHTiB, Ky 3HAaXOAATh y OE3IUTITHUX YOJIOBIKIB,
noTpedye MoJaNIBIIOr0 BUBYECHHS.

IcHyIOTH MOCHIIAaHHS HAa BUCOKY YaCTOTY CTIIOHTAHHUX a0OpTIiB y Xi-
HOK, SIKi MalOTh YOJIOBIKiB 3i 301JIbIICHUM Te€TEPOXPOMATHHOBHM paiio-
HOM xpomocoMmH Y. 3a MaHuMH JeskuX aBTopiB [17-19], Oyno BcTaHOB-
JIEHO 3B'SI30K MK YOJOBIYMM OC3ILIAASAM Ta BapiamlisiMH TreTepoxpoma-
THHY XpOMOCOMH Y. Y YOJOBIKIB, SIKI MaJli HEBJaJi CIPOOH IITYYHOTO
3aIUTi JHEHHS, BiAMiYaiy 3Ha4He 301IbLICHHS JOBrOTo Iie4a XpOMOCOMHU
Y (Ygh+), cepen mi€i rpynu 3HaiiIeHO TaKOX BUMAAOK JIENEllii TeTepo-
XPOMATHHOBOI JUISSHKH JJOBroro ieda xpomocomu Y (46, XY qh-).

Tpeba 3a3HauMTH, IO B HANIOMY JOCTIPKEHHI KUIBKICTH 1HBEpPCIi
Hamiuye 11 BunankiB, cepen sSskux OyJo BUSBIEHO 9 iHBEpCii TreTepoxpo-
MaTHHOBOTO PallOHy XpOMOCOMH 9 Ta IO OJHOMY BHUIIAJKy iHBepCii Xpo-
MocoM 8 Ta 10. Il{omo 3mMiHM KapioTHITy BHACIIIOK iHBEPCil XpoMocoMu 9
BEIYThCS JUCKYCii, B SIKHX YaCTHHA aBTOPIB BBaXKae€, IO iHBEPCIs reTe-
POXpOMAaTHHOBOI'O PallOHy XpOMOCOMH 9 He BILIMBA€ Ha OyIb-sIKi penpo-
OyKTUBHI (QyHKIIi, B TOH Yac sIK iHIII aBTOpPHW, HABIIAKW, HATOJATAIOTH,
o JaHui moniMopdi3M KapioTUIy MOXKE BIUTUBATH Ha MPOLECH MOILTY
KIITHHU Ta TOPYUICHHS PEeNpoXyKTHBHOI (yHKIil y mroauau [13]. Mu
CIHOJIBAEMOCH, 1[0 HAKOIMYCHHS JaHUX y il 00JacTi Ta CTPIMKHIA PO3-
BUTOK MOJIEKYJISIPHO-LIUTOTEHETUYHUX TEXHOJIOTIH JO3BOIUTH BUSHAYUTH
POJIb iHBEpCii reTepoXpoOMaTHHOBOrO PaiioHy XpOMOCOMH 9 y mopyIIeHH1
PENPOIYKTUBHOI (DYHKINII Y JIFOIMHU BXKe Y HAHOIMKY pOKH. 3’ ACyBaHHS
[BOTO MUTAHHS € HEOOXIHUM Y 3B’A3KYy 3 THM, IO Cepell OOCTeKEHHX
HaMmHM Oe3IUTIIHUX TOAPYXKHIX Map iHBEpCis reTepoXpoMaTuHOBOrO paiio-
Hy XpoMocoMmH 9 3ycrpidamace y 3,6% BUMNAIKiB, a Ii Mami€HTH TOTpe-
OytoTh 3MiHM TakTUKHU JIPT Ta MEeAMKO-TeHEeTHYHOT'O KOHCYIBbTYBaHHSI.
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VY Hamomy JOCHTIJKCHHI cepeli 0OCTeKEHUX OcCi0 Oyiu BHUSBICHI
BUTAKU 301BIICHHS F€TEPOXPOMATUHOBOTO pailoHy xpomocomu 1, 9 Ta
16 (tabm. 6).

Tabnuus 6

3MiHU reTepoXpoMaTHHOIO paiioHy B 0Ci0 3 penpoIyKTHBHUMH PO3JIalaMu
pi3HOro noxom:KeHHs (3arajbHa rpyna 257 ocio)

. KinbkicTs BUnaakie . .
XpomocomHi — % Bi 3aranbHOI
. (3araabpHa rpyna n=257) . ..
BapiaHTH KiJIbKOCTI 0ci0
Q 3 Beboro
1gh+ 6 6 12 4,7£2.0
9qh+ 15 6 21 8,242.5
16gh+ 3 4 7 2,7£1,6

Cepen XpOMOCOMHHX BapiaHTIB 3yCTPidarOThCsl BHITAIKHM 301TBITICH-
HSl TepeTOXPOMATHHOBOTO paioHy MOBroro mieda xpomocomu 16. Bu-
BUYCHHSI aHAMHE3y BKa3ye Ha Te, L0 JKOJIHA 13 CeMHU Map, y SKUX B TeHO-
THITI BUSABJICHUH BapianT 16gh+, He oTpuMaina MO3UTUBHOTO PE3YIHTATY
mijg yac HeoJHOpazoBoro 3actocyBaHHs JIPT. ¥V Tppox xiHOK crocrepi-
raJluCh BUKUHI Ha 4-5 THXKHI BariTHOCTI, a y JBOX — I103aMaTKOBa BariT-
HicTh. M THM B JiTeparypi npeacrasieri gani [20], mo cepen xpomo-
COMHHUX aHOMAJIiH y CaMOBITRHUX BHKHUIHIB HAWUYACTIIIE 3YCTPIYa€ThCS
TpucoMis o xpomocoMi 16. Tomy, MOXKIIMBO, BpaxOBYIOUH POJIb, SIKY Bi-
JIirpae TeTepOXpOMATHH Y TPOIECi MiTO3y, 301IbIIEHHS HABKOJIOIEHTPO-
MEpHOi TeTepOXPOMATHHOBOI TUITHKA XpOMOcOMHU 16 Ta BHIamKH TPH-
coMii xpomocomH 16 y caMOBUIbHO a0OPTOBAaHUX ILIOAIB MAalOTh MiX CO-
00F0 3B’S130K, 0 TOTPeOy€E MOJANBIIOTO BUBYCHHSI.

30iIbIIeHHST PO3MIpPIB CYIyTHHUKIB 200 CYMyTHUKOBUX HHUTOK OYIIO
3a(hikCOBaHO HaMH ISl aKPOIICHTPUUHUX XpoMocom 13, 14, 15, 21, 22 ta
xpomocomu 17. Y 72 oci6 Oyno BUSBIEHO 301IBIIEHHS PO3MIpIiB CYMyT-
HUKIB 200 CyIyTHHKOBHX HHUTOK, HasBHICTH MOJIBINHUX CYMYyTHHKIB, IO
ckano 28,0% Bix 3arampHOi Tpynu. Lleit moka3HUK € BUIIMM 3a JaHi Jie-
akux myOumikamii [13], me ix yactka gopiBHioe 3,3%. CymnmyTHHKH Ha KO-
POTKOMY TIIedi XpoMOcoMH 17 yacrirne 3ycTpidaloThesl y MAIlI€HTIB 3 He-
BUHOIIYBaHHSAM BAariTHOCTI 1 HNOBTOPHMMHU BHUKHIHSIMU Y POJUHHOMY
aHaMHe3l, HbkK y momyJsarii [21]. YacToTa BUSBICHUX HAMH XPOMOCOM-
HUX BapiaHTIB 22pss+, 22pstk+pss+ y 40onoBikiB Oyia BHIIO, HIX Y XKi-
HOK (p<0,05). 3a iHmuMYU BapiaHTamMu 3MiH He OYyIJIO BHSIBIICHO.
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BucnoBxu

1. Bucoka 4acToTa XpOMOCOMHHX aHOMAaNill y 0ci0 3 TMOpYyIIECHHIM
penpoayKTUBHOI (DYHKINI Ta MiJABHINEHUN PU3HMK YCIIaJKyBaHHS TaKUX
abeparliii HamagKaMu MOAPYXKHIX Map, Mo 3BepHyHcs 1o mociayr JPT,
BHMarae 3aCTOCYBaHHS IIUTOTEHETHYHOTO aHaJli3y B)KE Ha MEpIIOMY eTa-
i 00CTEKECHHS YOJIOBIKIB Ta JKIHOK 3 OC3ILTIISIM 3 METOK TIOTICPEIKCH-
HS HapoOPKEHHS IUTHHU 3 XPOMOCOMHOKO TATOJIOTIEI0 Ta 3amoOiraHHs
HEeBJAd MiJ 9ac MTYYHOTO 3aILTiTHEeHHS.

2. JIns MOBHOTO BUSIBJIICHHS YCiX BHIAQJKIB MO3ail[U3My NpPHU BHUSB-
neHHi xo4da O onHiel MeTadazHOl MIACTHHKH 3 OYIb-IKUMH aHOMAisIMU
HEOOX1THO MPOBOIUTH aHaNi3 He MeHIre HiX 100 Mmetada3zHux 1miacTuH.

3. OTpuMaHi pe3yJibTaTH HiATBEPIKYIOTh HEOOXIAHICTh MPOBE/ICH-
HSl KOXHIN mapi 3 Oe3MUIAsIM Ta 1HIIMMHU MOPYIIEHHIMH PENpOIyKTHB-
HOi (yHKIil, Mo mIaHyoTh 3actocyBanHs J[PT, mMemuko-reHeTHYHOTO
KOHCYJIBTYBaHHS, K€ JO3BOJIUTH 00 €KTHBHO BHU3HAYUTH HAWOINIBII pa-
nioHaNBHUH TipoTokon mpoBenenus JPT. Ile mo3Bomuth gocartu Haii-
OibI O€3MeYHOro IS KIHOK Ta €eKTUBHOTO JUIA MMOAPYKHBOI ITapH Jii-
KYBaHHS MIOPYIIEHb PETPOAYKTHBHOI (PYHKIIII.
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€BceenxoBa O.I'., bpimesan JLI., IIpomok /.B., Ilonoascbka C.B.,
Cipenko B.IO., laxno ®.B., I'opoBenko H.I'. PoJsib 3acTocyBaHHs1 HuTOre-
HETHYHOTO TOCTi/IZKeHHS Ta TeHeTHYHOT0 KOHCYJIbTYBAHHS NMPH 00CTeXKeHHi
NMOJAPYKHIX map 3 0e3maiaasaM, siki 3BepHyJHCs 10 MOCJHYT JONOMINKHHUX pe-
MPOAYKTHBHHMX TeXHOJIOTI.

HpOBe[leHO MCAUKO-I'CHECTUYHEC KOHCYJIbTYBAHHA Ta HUTOTCHCTUYHC 06-
crexxeHnst 270 mamieHTiB penpoAyKTUBHOTO Biky (135 mompyxHix map) 3 mep-
BUHHUM Ta BTOPUMHHUM Oe3rutiisaM. Cepell MamieHTiB 3 penpoayKTHBHUMH PO3-
JaJaMy Pi3HOTO TOXOJDKEHHS XPOMOCOMHI 3MiHM BHsBIEHI y 52,6% obcrexe-
HUX. XpOMOCOMHI aHomamii Oymu BusiBieHi y 14,4% marmieHTiB, cepen SIKUX
89,19% xinok i 10,81% dwonoBikiB. OTpuMaHi HaMH pe3yNbTaTh IMiATBEPIKY-
I0Th HEOOXIIHICTH MTPOBEICHHS MEJUKO-TeHETHYHOTO KOHCYJIBTYBaHHS Ta 3aCTO-
CyBaHHS IUTOTCHETHYHOTO aHAJI3y Ha MEepIIOMY eTami OOCTEe)KEHHS YOJIOBiKiB
Ta KIHOK 3 O€3IUTiIIsIM.

KurouoBi cioBa: 6e3mmians, MeAUKO-TeHETUYHE KOHCYJIBTYBaHHS, IIUTO-
TeHETUYHUI METOJl, XPOMOCOMHI aHOMaJTi.

EBceenxoBa E.I'., bBpumesan JI.H., IIpouiok /.B., Ilonoabckas C.B.,
Cupenko B.IO., laxno ®@.B., I'opoBenko H.I'. Poib ucno/siL30BaHust 1UTO-
TeHeTHYEeCKOIr0 UCCJIeJOBAHMS U TeHEeTHYEeCKOr0 KOHCYJIbTHPOBAHUSI NPHU
00cjIeJOBAaHNHU CYNIPYKeCKHX Nap ¢ OeciuiogueM, KOTOpble 00palaauch K
BCIIOMOraTe/bHbIM PeNPOIYKTUBHBIM TEXHOJIOTHSIM.

[IpoBeneHo MenUKO-TeHETUYECKOEe KOHCYJIBTUPOBAHHWE U LIUTOTEHETHYe-
ckoe obOcnenoBanue 270 manueHTOB penpoayKTHBHOTO Bo3pacta (135 cynpyxke-
CKUX Tap) ¢ MEepBUYHBIM U BTOPUYHBIM OecrutogueM. Cpeau ManueHToB ¢ pe-
MPOIYKTUBHBIMU PACCTPONCTBAMH PAa3HOIO MPOUCXOXKIEHUS XPOMOCOMHbBIE H3-
MEHCHHUS BBIABICHEI y 52,6% 00CIen0BaHHBIX. XPOMOCOMHEIC aHOMAJIUHU BEISB-
nensl y 14,4% nauuenTtos, cpeau Hux 89,19% sxenmmn u 10,81% myxuun. [lo-
JMy4YeHHBIE PE3YNbTaThl MOATBEPKIAIOT HEOOXOIUMOCTh MPOBEICHUS MEIHKO-
TCHETHYECKOTO KOHCYJIBTUPOBAHHUA W IIUTOTCHETHYCCKOTO aHalIM3a Ha TIEPBOM
JTare 00CIeTOBaHHUS MY>KIHH 1 KSHIIUH ¢ OCCILIOINEM.
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KawueBble cioBa: 6GCHHO,HI/IC, MCEAUKO-TCHCTUYCCKOEC KOHCYJIbTUPOBA-
HHC, L[I/ITOFCHCTI/I‘ICCKI/II\/’I METOJ, XPOMOCOMHBIE aHOMaJINH.

Ievseienkova O., Brishevac L., Protsyuk D., Podolskaya S., Sirenko V.,
Dakhno F., Gorovenko N. The role of cytogenetic research and genetic
consultation during the checkup of couples with infertility, which turned to
assisted reproductive technologies.

The conducted medical genetic advising and cytogenetic inspection 270 pa-
tients of reproductive age (135 matrimonial pair) with primary and second infer-
tility. Among patients with reproductive disorders of different origin found out
chromosomal changes in 52,6% inspected. Were found out chromosomal anoma-
lies in 14,4% patients which 89,19% women and 10,81% men are among. The
got results confirm the necessity of leadthrough medical genetic advising and
application of cytogenetic analysis on the first stage of inspection of men and
women with infertility.

Key words: infertility, medical genetic advising, cytogenetic method,
chromosomal anomalies.
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AKTyaJ’[bHOCTb TEMBbI

@DonaTHBI 0OMEH SBJIAETCSI OAHUM U3 KIIOUEBBIX OHOXMMUYECKUX
LUKJIOB B opranusMe. IIpornecchl, npoucxoasmue B KacKaJHOM NpeBpa-
meHuH (osiaToB, UrPatoT BaXKHYIO poiib B pyHKuuoHuposanuu JJHK, ne-
3MHTOKCUKAIIMY T€HOTOKCHUUYECKHX BEILECTB, META00IN3ME KEHCKUX II0-
JIOBBIX TOPMOHOB M JPYTUX OMOMOJEKYJ, TpeOyIOmHUX METHUIMPOBAHUS
[1]. Metunuposanue JHK urpaer BaxkHy10 pojib B HOPMaJIbHBIX, a TAaKXKe
AQHOMAaJIPHBIX KJIETOYHBIX (DYHKIMSX, Y4aCTBYET TaKXe B CyIPECCHUH JH-
JIOTEHHBIX PETPOBHPYCOB, HEOOPATHUMOI WHAKTHUBAIMM X XPOMOCOMBI,
TeHOMHOM WUMIPUHTUHIE U U3MEHEHUH XPOMOCOMHOH cTabmibHOCTH [1,
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2]. Ipouecc MeTUNHPOBAHUSA MPOTEKAET C y4acTUeM psiaa GpepMeHTaTHB-
HBIX CHCTEM M MNHIIEBBIX BEILECTB, HOCTABIIOMMX KO(PAKTOPHI U CyO-
CTpaThl. DK30TE€HHBIE CyOCTaHIMM (ITUIIEBBIE MPOAYKTHI, XUMHUECKHE
BEIIECTBA U METAJUIBI) MOTYT MrpaTh posb B MeTuiaupoBanuu JHK, skc-
MIPECCHU TEHOB U MIPOSBICHUN Oose3Hei [2-4].

OCHOBHBIMH T€HAMH, PETYIUPYIOMUMHA (OJIATHEIN 0OMEH, SIBIISIOT-
ci TeHbl MeTHOHMHcHHTa3bl (MTR), MeTHOHHMH-CHHTa3BI-pEIYKTa3bl
(MTRR) u 5,10-metunenterparugpodonar-penykrassl (MTHFR). Jlns
KaXI0T0 M3 3THX I€HOB ONMCAaHbl HECKOJbKO BapUaHTOB MOIMMOP(HU3-
MOB, MPUBOMAIINX K YCHJICHHIO WM OCJIA0JICHUIO aKTUBHOCTH COOTBET-
ctBytomero ¢epmenrta. Hapymenue obMeHa ¢osiaToB mpuUBOIUT K TO-
BBILLICHHIO B KPOBU YPOBHS TOMOLIMCTEHHA — BEIIECTBA, 00JaJaroIero
TOKCHYECKUM JeHCTBUEM, U nepunuTy GoIMeBOi KUCIIOTHI [5, 6].

MeTHoHMH BBIIOJHAET OAHY M3 Haubolee BaXXHBIX (YHKLUUH B Op-
raHu3Me, BBICTYIIasl B KAUEeCTBE JOHOPAa METWJIBHBIX TpyIn (S-aaeHo3uI-
MeTroHNH). OHAKO HApyIICHWE TPOIECCOB peMeTHInpoBanus (00pa3o-
BaHUS METHOHHHA U3 20MOyuUcmeuHd), Ipoucxodiiee n3-3a Aeduiura
¢epmentoB MTHFR 1 MTRR npuBogut k pa3BuTHio psia HaTtojioruye-
CKUX COCTOSIHHH, TAaKHX KaK aTepOCKIEpPO3bl U aTepoTpOMOO3bl, AeEeKT
He3apalleHus] HeBPaJIbHOW TPYyOKHM, HEOMJIACTUYECKHE IMPOLECCHl, Hapy-
LIEHHE PAcXO0KJIEHHUSI XPOMOCOM B OOT€HE3€ M PUCK POKICHMS JIeTeil ¢
cunapomoM JlayHa [7, 8].

eanio uccjeqoBaHusi ObUIO BEISIBUTH BIHSHHE nedummra ¢oat-
HOTO IMKJIa Ha KJIMHUYECKHe MpOosBiIeHUs cuHApoma JlayHa u paspabo-
TaTh PeadMINTALMOHHBIE MEPONPUSITHSA C YUETOM TI'€HETHYECKOH Npen-
PAacIoIOKEHHOCTH.

MarepuaJbl H METOAbI HCCIIETOBAHMS

Marepuanom Uit HCCIIEA0BAaHUA XPOMOCOMHOI'0 Habopa MalueHToB
cIry)Kuia nepudepudeckas KpoBb. MeToI0M KyJIbTHBUPOBaHUS JTUMQO-
LUTOB OBUTM TOTY4EHBI penapaTbl XpoMOCOM, Ha KOTOPBIX OBLIO MpoOBe-
JIEHO KapHOTHIHPOBAaHHUE C MCIOJIb30BAHHMEM METONOB IuddepeHunab-
HOW OKpacKu. AHaJIM3 XpPOMOCOM IIPOBOJMJICS IIPHU IOMOIIY JHArHOCTU-
4ecKoil komnbloTepHoii cucteMbl upmbl ZEISS «Metasystems». 3a me-
puon ¢ 2000 mo 2008 r. ¢ cuampomom JlayHa Obuto BBIsSIBIEHO 274 pe-
OcHKa, N3 HUX MOo3anyHas (popMa BBISIBJIICHA B 24 CTydasx, 9TO COCTABUIIO
9%, TpacinokanuonHas ¢opma B 8 crmydasx (3%). C 2008 r. Hagaro mpo-
BEACHUE MOJIEKYJISIPHO-TEHETHYECKUX HCCIEAOBAHUN MOIUMOP(PHU3MOB B
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