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BCTYN

Cunppom Lepewescbkoro-TepHepa (CLUT) € oa-
HUM i3 HaNMOWMWpPEHIWNX FeHEeTUYHUX MNOPYLUEHb,
NoB’A3aHMX 3 aHoManiAMu xpomocomm X. PeanbHy
YacToTy UbOro CMHAPOMY B CBITi HE BU3HAUYeHO yepe3
3HaYHY MOLINPEHICTb MOro Mo3aiyHux ¢opm i3 Bia-
CYTHICTIO KIaCUYHMX O3HAK XBOPOOWU.

Y nitepaTypi TpannAeTbca Hebarato AOCNigKEHb
nowwmpeHocTi Ta yactotn CLUT nicna 2000 poky. PaHHi
enigemionoriyni gocnigxeHHs 6yno nposegeHo 1970-
1990-mMy poKaMu AK PETPOCNEKTNBHI ab0 MepcneKTUBHi
BMBYEHHA XPOMOCOMHUX aHOManin y HOBOHapoaxe-
HUX Y Pi3HUX NiKyBanbHMX ycTaHoBax €sponu, CLUA,
Pocii ta AnoHii [1-5]. MowwnpeHnictb CLUT y pi3HmMx
nonynAuiax cknagae Big 25 go 210 Ha 100 000 »xunBmx
HOBOHAPOAXKEHUX AiBYMHOK [1-8]. Y [laHii BUBYEHHA
nowwnpeHocti CLUT, nposegeHe 2006 poKy, nokasano,
LLLO NaToNOriA TPanaA€ETbCA 3 YactoToto 40 BUNagKiB Ha
100 000 »unBMX HOBOHAPOAXKEHUX AiBUMHOK [9]. PeT-
pocnekTuBHUI aHanis CLUT B An6aHii BU3HaumB, WO y
nepiog 1993-2005 pp. cMHAPOM 6yNo AiarHOCTOBaHO Y
49 piBunHok [10]. Y Monbuwi Ta HuxHin Cinesii 3a ne-
piog 1983-2004 pp. CLUT 6yno giarHoctoBaHo y 116
JiBUNHOK. PO3paxyHOK iMOBIpPHOI KiNbKOCTI OiBUMHOK
i3 CLUT 3a ymoBu mnoro yactotn 1:2000 nokasas, L0
YMCenbHICTb BUABMIEHOTro cnHapomy (116 AiBUMHOK)
BignoBiga€e nuie 37,75% MOXNMBOI KiflbKOCTi NaLji€H-
TOK y HaHil TepuTopianbHii 30Hi [11]. MowwnpeHicTb
CWT y Himeuunni 3a gaHumn 2001 poky cknagae
29:100000 [12].

3HayHe 3ani3HeHHA MepBMHHOIO BCTAHOBNEHHA
giarHo3y CLUT icHye B ycix BuBYeHMX nonynauiax [6,
10-12]. Savendahl L. 3i cniaBTopamu 2000 poKy noka-
3anu, Wwo 3atpmmka y giarHoctuui CLUT craHoBuna y
cepeaHbomy 7,7 poky [13]. Y benbrincbkin nonynauii
cepepnHin BiKk giarHoctyBaHHA CLUT 1991 poky ctaHo-
BB 11,2 poky, a 2003 p. — 6,6 poky, B AnbaHii BiH
cknapae 13,515,2 poky, B wrati IHgiaHa CLWA - 4,1+5,1
pokKy, B [laHii — 15,1 poky, B Pocii — 8,7+3,5 poky [10,
14-17]. fiarHo3 CLUT nauieHTam i3 Kapiotunom 45,X
BCTAHOBJIIOETbCA PaHiLLIe, Hi>K 3@ HAABHOCTI iHLWWX NOro
BapiaHTiB [14].
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3a CLUT moHocowmito 3a xpomocomoto X (KapioTun
45,X) peectpytotb y 50-70% xBopux, Togi Ak 50-30% €
HOCIAMW Pi3HMX BapiaHTiB CTPYKTYPHUX aHOManin Xpo-
Mocomm X abo MatloTb MO3alyHWI BapiaHT KapioTuny
[18-20]. BapiaHTu kapioTtuny y xBopwux i3 CLUT (tabn. 1)
MOXYTb TPaNAATUCb Y Pi3HUX Bapiauifx.

Tabnuys 1
BapiaHTu kapioTuny y xBopux i3 CLUT [18]
45,X MOHOCOMis
45,X/46,XX Mo3ailun3m
45,X/46,XXX MO3aiLM3M i3 NONICOMIEID XpOMOCOMU X
46, Xi(Xq) Sggﬁg?g\jz&a JOBroro njieva
46,X,r(X) KinbLeBa xpomocoma X
46,X,del(X)(Xp) [meneuia KOPOTKOro njeya XpoMocomm X
46,X,del(X)(Xq) nmeneuia goBroro njeya xpomocomm X

YT1abnuui 2 HaBejeHO YacTOTy BapiaHTiB KapioTunis
Y Pi3HMX KpaiHax.

CborogHi BigcyTHA 06’ekTMBHa iHOpMaLia npo
nowwupeHictb CLUT cepen AuTAYOro HaceneHHA
YKpaiHn, 4acToTy pi3HUX BapiaHTiB KapioTtuny. Tomy
MeTOol0 [aHOro AOCNIAKEHHA BU3HAUYeHO BUBYEHHA
UMX MOKA3HUKIB, a TaKOXK OLIHKY BiKY BCTAaHOB/IEHHA
giarHo3y CLUT i ctyneHA 3aTpumMKM pocTy Y AiBUNHOK.

MATEPIANIN TA METO4U

Y pocnig»KeHHi BUKOPUCTOBYBanu faHi CTBOPEHOro
2004 p. peecTpy giten i3 3aTprmkoto pocty. [lo peectpy
BxogATb i giBunHkm 3 CLUT. Lle go3sonuno nposectu
peTpocneKkTUBHUI aHani3z 3 2005 no 2013 pik 387
peecTpauiHnx KapT gisunHok i3 CLUT, sikom Big 11
MicAuiB go 18,2 poky. PeecTpauinHi kapTn mictaTb
iHpopmaLito Npo BiK AUTVHM HAa MOMEHT BCTAaHOB/EH-
HA piarHo3y CLUT, pnaHi obcTexxeHHs, AKi [O3BONATb
nigTBEpPANTM AiarHo3 (KapioTun 3 ornAgoM reHeTuKa,
HaABHICTb iHWWX Bag PO3BUTKY Ta KOMMOHEHTIB CUH-
APOMy, pe3ynbTaT¥ FOPMOHANIbHUX, IHCTPYMEHTasb-

49



I OPUIIHASbHI JOCTIIKEHHS 1

Tabnuuysa 2
MowwnpeHicTb pi3sHMX BapiaHTiB KapioTuniB y xBopux i3 CLUT y pi3sHux KpaiHax [17, 21-26]
KinbKicTb xBOpuMX i3 neBHUM KapioTunom (%)
Kapiotun -
Pocisa Bbpasunia TyHic NoppaaHia CWA |Benuko6puTtaHia| Monbuwa
45X 62 64,5 32 43,7 60 74 60
45,X/46,XX 16 26,2 47 56,3 9 26 30,8
CTpyKTypHi aHomanii _ _
XBOMOCOMI 20 93 21 31 9,2
HasagHicTb xpomocomn Y 2 - - - - -

HUX | PEHTFeHOMONIYHUX AOCNigXEHb BigMoBigHO A0
npoTokony [27]). NepBrHHI peecTpauiiHi KapTn 3ano-
BHIOBAINCb 0O6MACHUMW Ta MiCbKMMW OUTAYMMM €HLOO-
KPUHOMOraMn perioHiB, 3i LWOPIYHNM OHOBJIEHHAM
LOAHVIX OWHaMiK/ Gi3MYHOrO Ta CTAaTEeBOrO PO3BUTKY,
3MiH ropMoHanbHux nokasHukis (TTT, B T, y npeny-
6eptaTHoMy Biui — OCI, JI[, ectpagiony), KictkoBoro
BiKy TOLLO.

Kpim TOro, nornubneHe obCTeXXeHHS NPOBOAUIN
BiTAM, AKi nepebyBany Ha NikyBaHHI B €HOOKPUHO-
noriyHomy BiggineHHi HAC/T OXMATIOWT i B nonikniHi-
ui YHMNUEX, TEOIT. Y yux AiBUNMHOK peecTpyBanu Xa-
paKTepHi cTUrMun ansembpioreHesy, BNacTUBI CMHAPO-
My, abun BM3HAUUTWU YaCTOTy HaMbinbw MNOWMPEHUX
03HaK, a TaKOX JOCNigKyBany COMaToTPonHy GyHKLio
rinogiza.

OTxe, M1 NpoBeny aHani3 faHnxX peectpy Ta pe-
3ynbTaTiB 6e3nocepeaHbOro 00CTEXKEHHA AiBUMHOK i3
CLUT i3 BMBUEHHAM TaKUX MOKa3HUKIB:

+ BiK HAQ MOMEHT BCTAaHOBJIEHHA fiarHo3y;

- Kapiotun;

+ 3picT (CM), 3 OLIHKOI CTyneHA BigXMNeHHA 3pOCTy
AiBUMHOK BiJ cepegHbOro 3pocCTy AnA BignoBigHO-
ro Biky (pokmu, MmicAdi), Ana 4yoro po3paxoByBanu
koedilieHT cTaHAapTHOro BiaxuneHHA SD 3pocty
3a dopmynoto: SD = X — X'/ SD, pe X — 3picT giBunH-
Kun, X' — cepefHin 3picT Ana 4aHOro XpoHOMOriYHOro
BiKy Ta cTaTi, SD — cTaHpapTHe BigXuneHHAa AnA
LIBUMHOK [aHOro XPOHOMOTNIYHOro BiKy (3rigHO 3
NMPOTOKOJIOM HaAaHHA MeAUYHOI 4OMNOMOTM AiTAM
3a cneuianbHICTIO «ANTAYa eHQoKpUHonoriax» [27]);
TaKoX po3paxoByBanu SD 3pocTy Ana AiBUMHOK i3
CUT i3 BukopuctaHHam SD pgna giBumHok i3 CLUT
[28];

+ Maca Tina (Kr) 3 po3paxyHKOM iHAEeKCY Macu Tina 3a
dopmynoto: IMT = maca Tina (Kr) / KBagpaT 3pocTy
(M3). IMT ouiHloBanu 3a A4OMOMOro NMepLeHTUsb-
HUX Tabnuub ANA AiBYMHOK BiANOBIAHOrO BiKY,
3rigHo 3 npoTokonom [27];

+ CTaTeBU PO3BUTOK 3a TaHHepoMm (3a popmynoio
Ax, P, Ma, Me), 3 noro ouiHKolo BignoBigHO A0
npotokony [27];

e KICTKOBUW BiK, AKUIM OLiHIOBaNM BignoBiAHO A0
metoaukun Greulich W. i Pyle S. [29], 3 BU3HaueH-
HAM gediunty ocndikadii.

CTaTncTUyHy 06pO6KY pe3ynbTaTiB MPOBOAWIN 3a
JOMOMOrol0 CTaHAAPTHUX METOAIB CTAaTUCTUYHOIrO
aHanisy 3 BMKOPMCTaHHAM MporpamHoro 3abesne-
YeHHA AN NepcoHanbHoro kommn'totepa Microsoft
Excel i Statistica 6.0.

PE3YJIbTATU TA OBIrOBOPEHHA

3a JaHMMN PeEeCTpy AiTen i3 3aTPMMKOI0 3pOCTy B
YKpaiHi, nowwupenictb CLWT cknapgae 77,5 Ha 100 000
KUBUX HOBOHapoaxeHux. LLlopoky Bneple giarHo-
cTytoTb Big 17 po 25 Bmnagkie cuHgpomy. CLUT y
JiBUMHOK B YKpaiHi giarHoctyBanu y Biui Big 10 micauis
80 17 pokiB, cepefHil BiKk HA MOMEHT fliarHOCTyBaHHA
XBopobu cknas 9,8+4,7 poky [5,1; 14,5]. B 1,6% Bu-
nagkis giarHo3 6yno BCTaHOBMIEHO Ha MepLIOMY POLi
»*uTTA, y 3,5% -y Bidi 1-4 poku, y 9,3% - vy Biui 4-8
poKiB, y 18,8% -y paHHbOMyY nyb6epTaTHOMY BiLji — 8-12
POKiB, Y 66,8% — y nybeptaTtHomy Biui — 12-17 pokis.
To6To, cnocTepiraeTbCA 3pOCTAaHHSA KiNIbKOCTi BUNAaAKiB
BCTAaHOBJIEHHA JiarHO3y 3 BiKOM i3 nmikoM y nybepTaT-
HoMy Biui. Ha nepwomy poui XuTTa AdiarHo3 BCTa-
HOBJIOETbCA 3@ HAABHOCTI XapaKTePHUX O3HAK 3aXBO-
PIOBaHHA — BUpaxeHoro nim¢pocTasy Ha KiHuiBKax,
XapaKTePHUX CTUTM An3emMOpioreHe3y Ta BPOAPKEHUX
Bag PO3BUTKY, Y NybepTaTHOMY BiLli OCHOBHVUMI MPO-
6nemMamu, AKi NpumywyioTb 6aTbKiB 3BepTaTUCA A0
nikaps, € 3HauyHa 3aTpUMKa pOCTy Ta BiiICYTHICTb CcTaTe-
BOr0 PO3BUTKY ab0 3aTpPUMKa HaCTaHHA MeHCTpYyaLin.

3a JaHMMK NEepBUHHOrO OrnAgy AiTen cepefHs
3aTpMMKa pocTy cTaHoBwuna (-)3,2+1,08 SD [2,12; 4,28].
3 aHaMHe3y BiAOMO, WO 3aTPUMKY POCTY Y AiBUMHOK
cnoctepiranu y cepegHbomy 3 5,4%3,1 poky [2,3; 8,5].
He3Barkatoum Ha ue, AiarHo3 BCTaHOBJ/OBABCA i3 3ani3-
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Tabnuus 3

CepepHi nokasHUKM ¢i3M4HOro po3BuUTKY y AiBUMHOK i3 CLUT B YKpaiHi

Bik Ha MOMEHT 06CTEXEHHSI, POKI
3picT, cm

3aTpumKa pocty, SD

MepueHTunb IMT, Kr/m?
KictkoBum BiK, poku

JediumnT KicTKOBOro BiKy, POKH/

12,7+4,1 [8,4; 16,8]
127,7+17,8 [109,9; 145,5]
(-)3,2£1,08 [2,12; 4,28]
49,3+27,9[21,4;77,2]
10,4+3,2 [7,2; 13,6]
2,8+1,8 [1,0; 4,6]

€HHAM y cepefHboMy Ha 4 poku. Lle € Hacnigkom
BifiCYTHOCTI HACTOPOXEHOCTI NikapiB pi3HMx daxis,
HagTo nepdiaTpi, wodo moxknmsocTi CLUT y piten, a
TAKOX Mi3HbOro 3BEePHEHHs1 6aTbKiB OO €HAOKPUHO-
fniora 3 NpuBOAY 3aTPUMKK POCTY AUTMHU 3a BiA-
CYTHOCTI iHWKX cKapr. binbwictb giBumHOK (70,4%)
Manu HopmanbHun IMT, Hagnuwok macu Tina Bia-
3Havanu y 11,9% Bunaakis, oXupiHHA — y 4,2%,
gediunt macm Tina - y 13,5%. Binomo, wo HagmipHa
Maca Tina Ta oXuMpiHHA y nauieHTok i3 CLUT Tpannsa-
IOTbCA YacTille, HiXK y 3aranbHin nonynauil, i € YAHHN-
KaMy pU3NKY PO3BUTKY MOpPYLIEHb BYrNe€BOAHOro
0OMiHY Ta UyKpoBoro giabety 2-ro tuny [30-32]. 3a
JaHVMMW PEHTreHONOrYHOro AOCNIAKEHHA KNCTEN y
ZiBumHoK i3 CLUT peectpyBanu gediunt ocudikauii,
AKNN cTaHoBKB 2,8+1,8 poky [1,0; 4,6].

lMoKa3HMKM Pi3MYHOro PO3BUTKY AIBUMHOK i3
CWT HaBepeHo y Tabn. 3.

Cepep giBunHok i3 CLUT (n=381) peectpyBanu
pi3Hi BapiaHTK KapioTuny: moHocomito (45,X) -y
60,6% BMNagKis; Mo3aiunsm (45,X/46,XX) -y 23,6%;
Mo3aium3m i3 nonicomiero xpomocomu X —y 1,3%;

CTPYKTYpPHi aHomanii xpomocomn X -y 14,4%,
30Kkpema: 46,Xi(Xq) — y 3,9%, 45,X/46,Xi (Xq) - vy
6,6%; 45,X/46X+mar — y 2,4%, 46,X,del(X)(Xq) i
45,X/46Xdel -y 1,6% Bunagkis (puc. 1).

B YkpaiHi Hanbinblwa yactka xsopux i3 CLUT matoTb
KapioTun i3 MOHOCOMI€EI0 XPOMOCOMU X, LLIO OOYMOBJIIOE
6inbl TUMNOBI 1 paHHi NPOABM XBOPOOW y TaKnX AiB-
YMHOK. AHanoriyHy ocobnuBicTb crnocTepiraTb Yy
TaKuUX KpaiHax, Ak Monbuwa, BenvkobpuTanisa, CLUA Ta
Pocia. [liarHoCcTvKa pi3HMX BapiaHTiB KapioTuny 3ane-
KWUTb Bi MeTOfiB NpPOBeAeHHA aHanidy Ta KilbKOCTi
BMAiB GionoriyHoro maTtepiany, AKi BUKOPUCTOBYIOTb
AnA aHanisy. B YkpaiHi, AK i B iHWWX KpaiHax, 4na Bus-
HauyeHHA KapioTuny npoBOAATb LUTOreHeTUYHUN
aHanis nimpouuTis nepudepunyHoi Kposi. MpoTe 3a
JaHumu Hook E.B. i Warburton D., yci HOBOHapoOa»KeHi
MKMBI JiBUMHKM i3 KapioTunom 45X € mo3aikamu Ta
MaloTb Y [eAKMX opraHax i TKaHMHax JOoJaTKOBI Kiii-
TWHHI NiHIT 3 HOPMaNbHUMKM abo abepaHTHUMIK CTaTe-
B/IMU XPOMOCOMaMU, AKi He BU3HAYalTbCA 3BUYANHN-
mn meTopamu [33]. Lle moxe 6yTn 06rpyHTYBaHHAM
JOUiNbHOCTI NOBTOPHOrO AOCAIAXKEHHA KapioTuny y

14,4%

1,3%

23,6%

60,6%

E moHocoMmis

B mo3aiuusm
O mosaiumsm i3 nonicomieto O CTPYKTYpPHI aHOManii

Puc. 1. BapiaHmu xpomMocomMHUx nopyuweHs y 0iguuHok i3 CLUT e YkpaiHi.
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AiBUMHOK i3 KapioTnnom 45,X, y AKX crnocTepiraioTbca
03HaKW CNoHTaHHoro nybepTaTy abo cTyniHb 3aTpuMm-
KN POCTY € HEKPUTUYHUM.

BUCHOBKU
Mowwnpenicte CLWUT B YKpaiHi cknagae 77,5 Ha
100 000 »1BMX HOBOHAPOZXEHNX | € aHANOriYHOO
MOro NOWNPEHOCTI B iHWNX KpaiHax.
B YkpaiHi piarHoctyBaHHa CLUT y piten Big6y-
BAETbCA i3 3ani3HeHHAM (cepefHil BiK BCTaHOB-
NEeHHA fiarHo3y ctaHoBUTb 9,84+4,7 pOKy) 3 Mak-
CMManbHOK YacTOTOK MNEPBUHHOI peecTpauil
BMNagKiB y nybepTaTHOMY BiLli.
B yKpaiHcbKii nonynauii Hanbinblua YacTka XBO-
pux i3 CLUT mae kapiotun 45,X (60,6%), a Takox
mMo3aiumnsm 45,X/46,XX (23,6%), iHwi BapiaHTK
KapioTnny TpannAlTbCA 3 MEHLIOK YacTOTO:
MO3aium3m i3 nonicomieto xpomocomn X — B 1,3%
BUMNaAKiB, Pi3Hi CTPYKTYPHiI aHOManii Xxpomocomu
X -8 14,4%.
B YkpaiHi CLUT 3anuwaerbca 6e3 HanexHoil yBaru
nepiaTpis i nikapis iHWKWX ¢axiB, WO He JO3BONAE
BUYACHO BCTAHOB/OBATW LieW AiarHo3 i HajaaBaTtu
HaneXHy MeaunyHy, NCUXonoriyHy Ta couianbHy
Jonomory AnTWHI Ta ii poguHi. JouinbHo nposo-
ONTN aKTUBHUN i LinecnpAMOBaHWIA MOLWYK AaHOI
natosiorii cepef AiBYUMHOK, y Mnepuy yepry i3
3aTPMMKOIO POCTY Ta CTaTEBOr0 PO3BUTKY.
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PE3IOME
CuHppowm LllepelwieBcbKkoro-TepHepa y piten
B YKpaiHi: aHanis nowmnpeHocTi, Biky
AiarHOCTyBaHHA Ta reHEeTUYHUX BapiaHTIB
H.b. 3eninceka, I.10. Llles4erko, €.B. Mo6a,
H.J1. Nozadaeea

CuHgpom LepeweBcbkoro-TepHepa (CWT) €
OAHMM i3 HanbiNblW MOLWMPEHNX FEHETUUYHUX MNOpY-
LUEHb, MOB'A3aHMX 3 aHOManiAMN xpomocomu X.

Meta po6oTu - BuBYeHHA nowwupeHocti CLUT
cepen ANTAYOrO HaceneHHs YKpaiHu, 4acTOTU Pi3HUX
BapiaHTIB KapioTuny, BiKy, Y AKOMY BnepLlle fiarHo-
ctyetbea CLUT, | cTyneHA 3aTpUMKK pocCTy.

Marepianun Ta metogu. [lpoBefeHO peTpocnek-
TMBHW aHanis peecTpauinHmx kKapt 387 AiBUMHOK
Bikom Big 11 micAuis go 18,2 poKy 3 6a3m faHMX XBO-
pux CLUT 3a nepiog 3 2004 no 2013 pik.
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Pe3synbTaTu Ta 06roBopeHHs. MNowwmpeHictb CLUT
B YKpaiHi — 77,5 Ha 100 000 »nB1X HOBOHAPOOXKEHMX.
CepepfHilt Bik Ha MOMEHT BCTaHOBNEHHA AiarHo3y CLUT
CcTaHOBUTb 9,8+4,7 poky [5,1;14,5]. ¥ 1,6% Bunagkis y
[iBUMHOK fJiarHo3 6yno BCTaHOBNEHO Ha nepLiomy
poui xntTa, y 3,5% -y Biui 1-4 pokn, y 9,3% -y 4-8
pokiB, y 18,8% —y 8-12 pokiB, y 66,8% — nicna 12 pokis..
Hanyacriwe giarHoctytots CLUT y ny6epTaTHMIA Nnepiog.
3aTpumka pocTy giBumHoK i3 CLUT cknapae y cepep-
HboMmy (-)3,2+1,08 SD [2,12;4,28]. Cepep BapiaHTIB Xpo-
MOCOMHMX nopyleHb y AiBunHokK i3 CLUT B YKpaiHi
HalyvacTile BUABNEHO MOHocomito (45, X) — 60,6%,
pigwe — mo3aiunsm (45, X/ 46, XX) — 23,6%, CTPYKTypHIi
aHomanii — 14,4% i mo3aiymsm i3 nonicomiero X — 1,3%.

BucHoBKu. lNownpeHicte CLUT cepen amtayoro
HacenieHHA YKpaiHW € aHanorivyHO NOro NOWMPEHOCTI
B iHWMUX KpaiHax. B YKpaiHi BiA3HauyeHO Mi3HIO
giarHoctuky CLUT y giten i3 MakcMmanbHOIO 4acTOTOlO
NepBUHHOI peecTpauii BUNaaKis y nybeptaTHOMY Billi.
Halbinbwa yvactka xsBopux Ha CLUT (58,3%) matoTb
KapioTun i3 MOHOCOoMi€to xpomocomu X. B YkpaiHi CLUT
3aMWAETbCA 6e3 HaneXHOoI yBaru negiaTpis i nikapis
iHWKMX PaxiB, WO He fO03BONAE BYaCHO BCTAaHOBIOBATY
Luer AiarHo3 i HagaBaTW HanexHy MeauuyHy, MCUXo-
NOTiYHy Ta couianbHy JONOMOry AUTWHI Ta iT POAUHI.

KnwuoBi cnoBa: cnHgpom LepeweBcbKkoro-
TepHepa, 3aTpUMKa poCTy, KapioTun, NOLWNPEHICTb.

PE3IOME
Cunpgpowm LllepeweBckoro-TepHepa y geten
B YKpaunHe: aHanus pacnpocrpaHeHHoCTH,
BO3pacTa ANarHOCTUKIN N reHeTU4YeCKnx
BapuaHTOB
H.b. 3enunckas, U.10. LllesyeHko, E.B. (no6a,
H.J1. Mozadaeea

Cunpgpom LlepeweBckoro-TepHepa (CLUT) asna-
eTcA OfHUM Wn3 Hauboniee pPacnNpPOCTPAHEHHbIX
reHeTUYeCKNX HapyLEeHNN, CBA3AHHbIX C aHOManu-
AMU XPOMOCOMbI X.

Llenb pa6oTbl — 13yyeHne pacnpoCTPaHEHHOCTM
CWT cpean peTckoro HaceneHuAa YKpawHbl, Y4acTOTbl
pa3nnyYHbIX BapaHTOB KapuoTuna, BO3pacTa, B KOTO-
pom Bnepsble auarHoctupyetca CLUT, n cteneHwm
3aflep>KKn pocTa.

MaTtepuanbl n metogabl. [lpoBefeH peTpocnek-
TUBHbIV aHanM3 perncTpaunoHHbIX KapT 387 geBouyek
B Bo3pacTe oT 11 mecsiueB go 18,2 roga v3 6a3bl gaH-
Hbix 605bHbIX CLUT 3a nepuog ¢ 2004 no 2013 rog.

PesynbTatbl n o6cyxpaeHue. PacnpocTpaHer-
HocTb CLUT B YKkpanHe — 77,5 Ha 100 000 »knBbIX HOBO-
poxaeHHbix. CpegHMn BO3pacT Ha MOMEHT MOCTAaHOB-
kn gnarHo3sa CLUT coctaBnsaet 9,8+4,7 rona [5,1;14,5]. B
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1,6% crnyyaeB y AeBOYEK AMArHO3 6bl1 YCTAaHOBMEH Ha
nepBoM rogy »musHu, B 3,5% — B Bo3pacTe 1-4 roga, B
9,3% - B 4-8 neT, B 18,8% - B 8-12 neT, B 66,8% — nocne
12 net. Hambonee yacto gnarHoctupytot CLUT B ny6ep-
TaTHbIM nepuod. 3agepxKa pocta gesoyek ¢ CLIT
coctaBnaeTr B cpegHem (-)3,2+1,08 SD [2,12;4,28].
Cpean BapriaHTOB XPOMOCOMHbIX HapyLIeHWI y AeBO-
yek ¢ CLUT B YKkpanHe Hanbonee 4yacTo BCTpevaeTca
MoHocomusa (45, X) - 60,6%, pexe — mo3anymsm (45, X
/ 46, XX) - 23,6%, CTpyKTypHble aHoManun — 14,4% n
MO3aunLm3m ¢ noanmcommen xpomocomol X — 1,3%.

BbiBoabl. PacnpocTtpaHeHHocTb CLUT cpegn get-
CKOro HaceneHua YKpavHbl aHanorMyHa ero pacnpo-
CTPaHEeHHOCTU B ApYrux cTpaHax. B YkpanHe oTmeua-
eTca no3gHAa guarHoctmka CLUT y getenm C makcm-
MasibHOW 4YacTOTOW NMEPBUYHOWN perncrpauum cnyva-
eB B nybepTtaTHOM Bo3pacTe. Hambonbwaa pons
60nbHbIx CLUT (58,3%) MMeloT KapuoTumn ¢ MOHOCOMMU-
en xpomocombl X. B YkpanHe CLUT ocrtaetca 6e3
LOMXHOIrO BHMMaHMA nNeanaTpoB W Bpayven ApYyrux
crneymnanbHOCTEN, YTO He MO3BONAET CBOEBPEMEHHO
yCTaHaBnMBaTb AMArHO3 U OKa3biBaTb Hagsexallyto
MeANLMNHCKYIO, MCUXONOrMYecKkyio M CcoumanbHYyto
NMomoLLb pebeHKy 1 ero cembe.

KnioueBble cnoBa: cuHgpom LllepelieBckoro-
TepHepa, 3agepXKa pocTa, KapuoTum, pacnpocTpa-
HEHHOCTb.

SUMMARY

Turner syndrome in children in Ukraine: analysis
of incidence. Age of diagnosis and genetic
variants
N. Zelinska, I. Shevchenko, E. Globa, N. Pogadaeva

Turner syndrome (TS) is one of the most common
genetic disorders associated with abnormalities of the
chromosome X.

Objective. The purpose of this study was to
examine the prevalence TS, frequency of variants of
the karyotype, the age of children at diagnosis, degree
of stunting.

Materials and methods. A retrospective analysis
of registration cards 387 girls aged 11 months to 18.2
years from the database of patients TS for the period
from 2004 to 2013.

Results and discussion. Prevalence TS in Ukraine
- 77.5 per 100 000 live births. The average age at
diagnosis is TS 9,8+4,7 years [5.1;14.5]. At 1.6% of girls
were diagnosed in the first year, 3.5% - at the age of
1-4 years, at 9.3% — at the age of 4-8 years, 18.8% in
8-12 years, in 66.8% - after 12 years. The most
commonly diagnosed TS in puberty. Stunting TS girls
with an average 3,2+1,08 SD [2.12; 4.28]. Among the
options of chromosomal abnormalities in girls with TS
in Ukraine most frequent monosomy (45, X) - 60.6%, at
least — mosaicism (45 H / 46, XX) - 23.6%, structural
abnormalities — 14.4% mosaicism with polysomes and
X -1.3%.

Conclusions. Among prevalence TS among the
population of Ukraine similarly prevalence in others
countries. In Ukraine marked late diagnosis of Turner
syndrome in children, with a maximum frequency of
the initial registration of cases in puberty. The highest
proportion of patients with Turner syndrome (58.3%)
have a karyotype with monosomy of chromosome X.
In Ukraine, Turner syndrome remains without due
attention by pediatricians and other physicians, which
does not allow a timely manner to establish the
diagnosis and to provide appropriate medical,
psychological and social assistance to the child and his
family.

Key words: Turner syndrome, growth retardation,
karyotype, prevalence.
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