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Beryn. [locmipkeHHST OCTaHHIX POKIB CBiT4aTh, Mo IykpoBui miadet (IIJ]) €
OJTHUM 13 HaHOUIBIII PO3MOBCIOHKEHUX 3aXBOPIOBaHb Yy JIIOAWHM. 3a o1finkoo BOO3,
y CBITI HamiuyeThcsi maibke 347 muH. xBopux Ha LIJ[, 1 HA CbOrOAHI 3yMUHUTU
3pocTaHHsl Il€l XBOpOOM He BraaeTbca. B VYkpaiHi pPO3NOBCIOKEHICTh 1
3aXBOPIOBAHICTh HA I[yKPOBHI [1a0eT Mae€ CTIHKY TEHJICHLII0 10 301IbIICHHS:
KUIbKiCTh XBopux Ha [IJ[ cxmana Oinbmie 1330 twuc.; npudomy 212 Tuc. XBopux, 3
AKUX 8 THUC. — JiTH, 1O NOTpeOyroTh iHCyiHOTepamii. Koxen pik B YkpaiHi
npubau3zno 800 mitam 1 250 miajmiTkKaM BCTaHOBIIOEThCS miarHo3 LI/, mpakTuuHO
CTUIBKA 3 OCI0 OTpPUMYIOTh IHBaTIAHICTh. [lOIIYKM TIeHEeTHYHUX MapKepiB
dbopmyBanns /] 103BOIMIN BCTAHOBUTH HASIBHICTH PI3HUX XPOMOCOMHUX JUISHOK,
K1 criofrydeHi 3 po3BuTkoM L/1: 61ms 20 reniB-kanauaatiB cxuiabHOCT 10 L] I Tuma
OyJi0 kapToBaHo Ha xpomocomax 1 1pl15(IDDM?2) 1 6q15(IDDM?2).

VY 3B’s3Ky 3 UMM, JOCIHIJPKEHHSI ITUTOTCHETUYHUX aHOMaliil B JiM@oruTax
nepudpepuunoi kposi (JIIIK) mitelr, xBopux Ha I[JI 1 Tumy, € Han3BUYailHO
aKTyaJbHUM, M0 OOYMOBJICHO 3POCTAlOYUM MEIMKO-COIAIBHUM Ta CKOHOMIYHHUM
tarapem L[ mis cycninbcTBa Ta MallOyTHBOTO KUTTS JITE€H, iX PENpPOTYKTUBHOIO
310pOB’sl.

Mera pocaimxkenns. JlocnipkeHHS XpOMOCOMHOIO amapary y JiTed i
MIJUTITKIB, XBOPHUX Ha IyKPOBHil miadet 1 Tuiy, 3 ypaxyBaHHSM IHCYJIIHOTEpAITii.

Marepianu i mMeroam aociaimkeHHs. l[uTtoreHeTHyHU aHaII3 IMPOBEICHO
y 30 mite#t, xBopux Ha [IJ] I Tumy, y Bimi Bix 10 mo 17 poki. Bcix XxBopux po3ainmim
Ha 2 Tpymnu — Meplia rpymna — XBopi, ki oTpuMyBainu oauH iHcyiH (10 miteit); npyra
rpyna — JIiTd, SIKi OTPUMYBAJIH JIBa Ta OijbIne 1HCYIIHIB (20 XBOPHX) MPOTATOM JT0OH.

KyneruByBanns JIIIK npoBoawnu 3a crangaptHuMm meroaom. lIpemaparu
xpoMmocoM 3a0apBitoBanu 3a roMoreHHUM Ta GTG — MeToaoM 13 3aCTOCYBaHHSIM
O0apsHuka ['im3a. AnanizyBanu no 100 MeradazHux MIACTUHOK Y KOYKHOTO Malll€HTA;
ycworo 3000 metadasz. BpaxoByBanu abepallii XpoMaTUIHOTO (OJIMHOYHI allEeHTPUYHI
¢dbparmenTi, 0OMiHM), XpPOMOCOMHOT'O (MapH1 alleHTPUYHI (PparMeHTH, AULIEHTPUKH,,
KUTBIIEBI XPOMOCOMHM) 1 TEHOMHOro (mepeayacHe pO3XOMKEHHS LIEHTPOMED,
MOJTITUION110) TUIIB. AHEYIUIOiIHI KIITUHU JUTHIM Ha TINOIJIOIAHI, sIKi Mayiu Big 37
10 40 — 41 xpomocoMH, 1 TOMIILIOIAHI, SKI BKIOYanNW Oubire 48 XpoMOCOM.
AmnanizyBanu MeTtadaszHi TUIACTHHKYU 3a JOTOMOTO0 Mikpockomna (pipmu Leica Galen
Il (ABctpis), okymsap 15%, oO’exktuB 100x%, OiHOoKynspHa Hacaaka 1,25x.
CratucTuyHl pPO3paxXyHKH BUKOHYBAJIM 13 3aCTOCYBaHHSM MPHUKIAAHOTO TMAKETY
nporpam Excel, SPSS Statistics 17,0. JIns BU3HA4YE€HHS BIPOTITHOCTI BIAMIHHOCTEH
MDXK 03HAKaMH 3aCTOCOBYBasI Kputepiii CThIofeHTA.
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PesyabTaTn Ta ix oOroBopenHs. B ycix xBopux nHa IIJ[ I Tumy, sxi
OTPUMYBAJIM OJWH abo0 OuIbIIe 1HCYJIHIB, BHU3HAYECHO HOPMAJbHUM YOJIOBIUIM
(46,XY) a6o xinouuit (46,XX) kapiotur. 3arajibHa yacTtoTa abepailiii XxpoMocoM y
XBOPHUX IEPIIOI IPYNH, IKI OTPUMYBAJIM OJAWH BHUJ 1HCYJIHY (JIAaHTYC, XyMaJliH a0o
HOBoOparia), gopiBHioBana 3,60 %; iHauBIIyalbHA YacTOTa MOPYIIEHb XPOMOCOM
xonuBaiiacs Big 1,0 1o 8,0 Ha 100 kiiTHH.

Y XBopux apyroi rpynu, siki OTpUMYBaJIM JBa Ta OUIbIIE BHUIIB 1HCYIIHY
(axTpamig, JeBeMmip, XyMallor, emaiijpa, mpoTodaH) 3arajibHa dacTtoTa abepariii
cknana 4,90 %, innuBiMyaapHa 9yacToTa abeparliii XxpoMocoM kojuBaack Big 0 mo 10
Ha 100 xmiTHH.

3ictaBieHHs 3arajibHOi yacTtoTu abepaniii y JITIK xBopux 060X rpym cBiauuio
PO HAasBHICTh 3HAYYIIMX BIAMIHHOCTEH y uacToTi abeparliii XpoMaTHIHOTO THILY
(2,75 mpotu 1,10 nHa 100 kmitun, p<0,001) 3a paxyHOK 301JIbIIEHHS PiBHS OJAMHOYHUX
dbparMeHTiB y XBOpUX 2 TpyIH, L0 BKa3ye Ha MYyTareHHUH BIUIUB JEKUIBKOX
1HCYJIIHIB Ha CTaOUIbHICTh XPOMOCOMHOTO arnapary.

[lepeauacHe po3x0KEHHS LIEHTpoMeEp peecTpyBaiiock B 0,86 % Bumajkis. 3a
JAHUMHU JITEpaTypH, MepeadacHe PO3XOKEHHsS IIEHTpOMEp 3IACHIOETHCS B
KIITUHAX 3 HECTa0UIbHUM TE€HOMOM, B SIKMX BIJCYTHS e(EKTHBHA pernaparis
ymkomkeHoi JIHK. Ile# crtaH acoritoeThcsi 3 pU3MKOM OHKOTEHHOI TpaHcgopmarii.
Takoxx ciij BI3HAYMTH, IO BCI XBOPI, HE3aJEKHO BiJI 3aCTOCOBAHOI Teparmii, MaJu
MOMIIUIOTAHI KJIITHHHM, YacToTa sKux ckimana 1,82 %. 3rilHO cy4yacHUX YSIBIICHbD,
MOJIIUIOTAIS BUSIBISIETHCS SIK B KyJIbTUBOBAaHUX KIIITUHAX, TaK 1 B KIITUHAX in Vivo,
SKi BUKOHYIOTh 3Ha4yHe (DYHKIIIOHAJIbHE HABAaHTAXCHHS, HAINPUKJIAJ, TEMaToINTaXx,
KapJioMiolMTax, KIITUHaX M’s31B, OCTe00JjacTax, KJIITUHU TOBEPXHEBOTO IIApy
CITITEIIIIO0, TUIAICHTH TOIIO.

VY rpyni obOctexxeHuX iTe OyJio BUSIBJICHO HAsBHICTh 3MiH CTaOUIBHOCTI
reHOMa y BHIJISAI TIMOIIOigHOI aHeyruioimii. Yacrtora KITHH 3 aHEYIUIOiIHUM
KaplOTHIIOM KoJuBasiach y Mexax Bia 1,8 mo 6,0 %. Haibinpim po3noBCromKeHUMU
Oymu xiituHu 3 42-45 xpomocomamu (5,40 %) Ta Oumsauruioigni kimituau 3 30-45
xpomocomMami (8,03 %).

BucHoBkn. TakuM 4YMHOM, OTpHMMaHI JaHl MIATBEPAWIM HASBHICTH 3MiH
CTaOUIBHOCTI T€HOMa COMAaTUYHUX KIITUH JHiTed, xBopux Ha [IJ[ 1 Tumy, sxi
OTpUMYBaJIM  PI3HI BUAM  1HCYIiHIB. besymMoBHa  HeOe3meka TEHETUYHOI
HECTAaOUIBHOCTI COMATUYHUX KJIITUH [JI8 OpTaHi3My JIIOJAWHH, OOYMOBIIIOE
HEOOXIAHICTh IIUTOTEHETUYHOTO OOCTEKEHHS XBOPHX JITEH 1 CBOEYACHOTO
BUSBJICHHSI 0C10 T1JBUIIIEHOTO PU3UKY I10JI0 PO3BUTKY OHKOJIOTTYHUX 3aXBOPIOBAHD.
Otpumani AaHi NpoO NIABUILEHHS PIBHSA XPOMOCOMHHUX MOPYIIEHb B JiM(pOIUTaX
KpPOBI XBOPHUX AIT€H MOXKE CBIIYUTH IIPO HASIBHICTH Nepu(epuyHOi rinepiHCcyiHeMii,
sIKa MOYK€ 00YMOBITIOBAaTH KaHIIEPOTeHHUH epekT y mogansimoMy. He BUKITFOUaeThCS
TaKO)X W MOXJMBICTb TOTO, IO IHCYJIHU, SKI OTPUMYIOTh XBOPl MITH IS
KOMIIEHCAIlll BYIJIEBOAHOTO OOMiHY, BOJIOJIIOTH YIIKOKYIOUOIO €0 Ha CTaH
XPOMOCOMHOTO arapaTy XBOPHX JITeH.
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