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CUHAPOM HIEPEHIEBCBKOI'O-TEPHEPA:
BIIJIUB KAPIOTHUITY HA KJIIHIYHI ITPOABU

Yxpaincokui nayxoso-npaxmuunuii yenmp enooKpunHoi Xipypeii,
mpancnaanmayii eH0okpuHnux opeauise i mxanurn MO3 Ykpainu
*Hayionanvua oumsaua cneyianizoeana nixkapus OXMAT/UT, Kuis

JocnigxeHHA NPUCBAYEHO BM3HAYEHHIO 0Ccobnu-
BocTell ¢deHoTUNOBMX npossiB cuHapomy Lepe-
weBcbkoro-TepHepa (CLUT) y giByatok YKpaiHu Ta
CTYNiHb 1X 3MiH 3aneXHOo Big KapioTuny.

MATEPIAJIN TA METOAU

AnAa BUKOHaHHA MeTU [OCNIAXEHHA BUKOPUCTO-
ByBanu 6a3y AgaHux fiTen i3 3aTpPMMKOO PoCTy (3a
2004-2013 pp.), BO AKOI YBINWAM TaKoX AiBYaTKa i3
CLUT. MpoBepeHoO peTpocneKTUBHUI aHani3 3 2005
no 2014 pp. 495 peecTpauinHux KapT A4iBYaTOK i3
ClWIT, Bikom Big 11 wmicaAuie go 18,2 poky.
HetanbHiwnn onuc ¢peHoTnnosmx npoasis CLUT
nposegeHo y 150 pgiten Ha 2 KniHiyHMX 6asax
(YKpaiHCbKUIA HAayKOBO-MPAKTUYHUNA LLEHTP eHAOo-
KPWHHOT Xipyprii, TpaHcnnaHTauii eHOQOKPUHHUX
opraHis i TkaHuH MO3 YkpaiHu Ta HauioHanbHa
AnTAva cneuyianizoBaHa nikapHa OXMATOWT). Bus-
yanu TaKi MOKasHWKK: KapioTun, 3picT (cm), SDS
pocty, Bara (kr), IMT (kr/m?), cTaTeBMiA PO3BUTOK 3a
TaHHepoMm, deHoTMNOBI ocobnueocTi. MNpoBoannu
TaKi oOCTexeHHA: iHCcTpyMeHTanbHi (Y31, EKT,
EXOKT), nabopaTtopHi (OCI, NI, ectpagion, CTT,
[YP-1, TTI, FT4), KoHcynbTauii daxisyiB (Kapaio-
nor, otonapuHronor, odtanbmonor, Hedponor,
riHekonor). 3ane)HoO Bifg BapiaHTy KapioTuny
diByaTtok posnoginunm Ha 3 rpynu. o nepuwoi
rpynu ysiiwnm xsopi 3 Kapiotunom 45, X (n=75),
4O Apyroi — 3 MO3aiyHMM BapiaHTOM KapioTuny 45,
X/ 46, XX (n=38), 4o TpeTboi — 3i CTPYKTYPHMUMMU
aHomaniammn xpomocomun X: 46, Xi(Xq); 45, X / 46,
Xi(Xq); 45, X / 46,X + mar; 46, X, del(X)(Xq) n 45,
X/ 46,X,del (n=37).

PE3YJIbTATU TA OBIrOBOPEHHA
®eHoTunosi npoasu CWT y pgiten YkpaiHu
Bigpi3HAOTbCA 3HAYHOW BapiaTUBHICTIO. Y 3aranb-
Hin nonynAauii gisuatok i3 CIUT BnABNneHO BUCOKY
YacCTOTy TaKMX O3HakK: HM3bKopocnicTtb (100%), BKO-
poueHHAa IV i V meTakapnanbHux Kictok (74,6%),
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aHomanii Hirtie (73,3%), wupoka rpygHa KhiTka
(60,6%), kKopoTka wua (58,6%), 3aTpuMKa CTaTeBOro
po3BuUTKy (57,3%), rineptenopusm cockis (51,3%).
XapaktepHi ¢peHoTmMnoBsi npoasu CLIT HanyacTiwe
TpannawTbca y xBopux Ha CLUT i3 moHocomieto X i
BiporigHo pigwe — 3 M03aiyM3MOM i CTPYKTYPHUMN
aHomaniamm xpomocomu X. BigcyTHAa BiporigHa
pi3HULA y yacToTi GEeHOTUNMOBUX O3HAK MiX rpyna-
MW XBOPUX i3 MO3aiyHMM BapiaHTOM KapioTuny Ta
CTPYKTYPHMMU aHOManismMmn xpomocomm X, wo oby-
MOBJIEHO HAABHICTIO HOPManbHOro KnoHy 46, XX.
Bucoka yactoTa y nauieHTiB i3 CLUT Takux o3HaK, AK
BKOpoueHHA IV i V meTakapnalbHUX KiCTOK,
aHOManii HIirTiB y NOEAHAHHI i3 3aTPMMKOK POCTY
6yab-AKoro cTyneHAa [O3BOJIAE 3 BUCOKOIO
MMOBIPHICTIO NPUNYCTUTU HAABHICTb CUHAPOMY Y
LiBUMHM nepeanybepTaTHOro BiKy HaBiTb 3a
BifCYTHOCTI iHWMX CTUIM An3eMbpioreHesy.

XapaKTepHOIo MaToNOri€ € OTUTU 3 MaKCMalb-
HOI0 YaCcTOTOIO Y fiTel i3 MoHocomie X (17,3%). 3Hu-
EHHA CNyxy uvacTiwe AiarHOCTYeTbCA y pfiten i3
MoHocomieto X (10,6%) i CTPYKTYpPHUMKU aHOManiamu
xpomocomu X (8,1%), HaATO 3a HAaABHOCTI Y KapioTuni
MapKepHoi X xpomocomu (20% BUNaAKIB). 3HMXKEHHSA
CNyXy BHACMiAOK 4acTuX CepefHiX OTuTiB, WO
TpannAETbCA y 3aranbHin nonynayii gisyatok i3 CLUT y
9,3% BuMnagkiB, 06YyMOBOE HEOOXiAHICTb BYACHOTO
NiKyBaHHA OTUTIB.

MaTonorito opraHis 3opy y giten i3 CLUT vacTiwe
peecTpyBanu y BUNagKkax XpoOMOCOMHOro Mo3aiunsmy
Ta CTPYKTYPHMX aHOMasin XpoMocoMu X, HiX y rpyni
Aiten i3 MoHocomieto X. HanbinbLw xapaktepHyM nopy-
LUeHHAM 30pY Oyna Mionisi, AKa YacTille cnocTepiranacb
y AiTen i3 mo3aiyHum Kapiotunom (10,5 % Brunagkis).

HanyacTiwot naTonorielo BHyTPILWHIX OpraHis, LWo
cynposogxye CLWUT, € Bagun poO3BUTKY cepuLeBO-
cyanHHoi cuctemn (CCQC), AKi, 3a HaWMMK JaHUMW,
peecTtpytoTb ¥ 19,6% BuNagkis cepep gisyaTtok i3 CLUT.
lNepwe micue 3a 4acTOTOK MOCIAAaE CTEHO3 aopTu
(5,3%), pigwe ApiarHoCTyBanu KoapKTauilo aopTu Ta
OBOCTYNIKOBMI aopTanbHUM KnamaH (2,6% i 2%
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BUMNaAKiB BiANoBigHO). HanuacTiwe Bagn po3BUTKY
CCC peectpyBanu y giten i3 mo3saiuusmom -y 26,1%
BMMNAAKIB, pifLle — 3a HAABHOCTI CTPYKTYPHMX aHOMarin
xpomocomu X -y 21,6% BuUNagKis, Todi AK cepeq XBo-
pux i3 moHocomieto xpomocommu X natonorito CCC
BUABNeHO nuwe y 15,8% Bunagkis. Y rpyni xBopux 3i
CTPYKTYpPHMMIK aHOManiamu xpomocomu X Bagm CCC
TPannATbCA yYacTilwe 3a HAABHOCTI y KapioTuni
i3oxpomocomu (15% BrnagkKiB) i MapKepHOI XpOMOCO-
Mu (10% BMNagKiB), Lo, TMOBIPHO, CBIAYNTb NPO BNNB
LUMX NOpyLeHb Ha PO3BUTOK cepueBoi natonorii. 3
ornagy Ha Te, wo Baam po3suTtKy CCC 3anexHo Bif ix
CTYNeHA He 3aBXAW CYNPOBOAXKYIOTbCA KAIHIYHMU
nposBamu, HeobXigHUM € UinecnpsmoBaHe obcTe-
»eHHa ctaHy CCC B ycix nauieHTok i3 CLUT 6ygb-akoro
BiKy 3 060B'A3K0B/M npoBefeHHsAM exoKI, HaBiTb 3a
BiACYTHOCTI KNiHIYHNX NPOABIB.

Odpyrnmn 3a vacTtoTol cepep Bag PO3BUTKY
BHYTpPiWHiX opraHiB y nauieHTiB i3 CLUT € Bagn
CeyoBUBIAHOT cucTemun, AKi peectpyBanu y 13,8%
BMNaaKie. BOHM HanuacTiwe TpanaAawTbCa Yy Naui€H-
TOK i3 MmoHOcoMi€l X (14,5%), pigwe - y pasi xpo-
MOCOMHOro Mmo3saiyusmy (8,2%) i CTPYKTYpHUX
aHomanin xpomocomu X (2,7%). HanuacTiwoto
NaToJOTIEID Yy MNALIEHTOK i3 MOHOCOMielo X 6yno
MOABOEHHA YallKOBO-MUCKOBOI cuctemun (5,3%) i
ancronia HUPoOK (3%), y Bunagkax Mo3aiuunsmy
nepeBa)kanu KicTu HUPOK (5,6%), AKNX He BUABNe-
HO y Trpynax XBOpPWUX 3 IiHWKMK BapiaHTamu
KapioTmny. 3a HaABHOCTI CTPYKTYPHUX aHOMarnin
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XpoMocomMn X peecTpyBanu nuwe aHomarnii ceyo-
BoAiB (32,2% Bunagkis). BuasneHHA Bag po3BUTKY
CEeYOBUBIQHOI CUCTEMWN BMMAra€ yBaXHiWOro Ta
LinecnpsaAmMoBaHOro obctexeHHa nauieHTiB i3 CLUT
He3aNleXXHO BiJ X BiKy Ta HaABHOCTI KAiHIYHMX
npoABiB.

BUCHOBKUA

1. ®eHoTtunosi npoasu CLUT matoTb 3HaYHMI Noni-
MopdizM, 06ymoBneHU KapioTunom. Xapak-
TepHi ¢eHoTunosi npoasm CLUT HanmvacTiwe
TpannAaTbca y xgopux Ha CLUT i3 moHocoMmi€elo
X i BiporigHo pigwe - 3 Mo3aiuM3MOM i
CTPYKTYPHMMN aHOManiamm xpomocomm X.
HanuacTiwi 03HaKM — HU3bKOPOCAiCTb, BKOPO-
yeHHA IV i V meTakapnanbHMX KiCTOK, aHOManii
HIrTiB, WMpPOKA rpyAHa KhiTKa, KOpPOTKa wWus,
rinepTenopusm COCKiB.

2. Y piten i3 CWUT B YKpaiHi He3apoBiNbHOW €
piarHoctmnka Bapg po3sutky CCC i ceyoBuBia-
HOi cucTemun, WO OOYMOBMIE HeobXiAHICTb
BCeOIUHOTO LiNecnpsiMOBaHOro 0OCTeXeHHA
ANnA BMABNEHHA Uiel naTonorii y giten i3 CLUT
6yab-AKOro BiKYy, HaBiTb 3a BifCYTHOCTI Kri-
HIYHUX NPOABIB.

KniwouoBi cnoBa: cuHapom LllepeweBcbKoro-

TepHepa, AiTw, KniHika, KapioTun, ¢GeHOTMNOBI
0cob6MnBOCTiI.
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