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HOIMUPEHICTb CUHAPOMY HIEPEHIEBCBKOI'O-TEPHEPA
Y JITEW B YKPAIHI TA HOI'O TEHETUYHI BAPIAHTH

Yxpaincokui nayxoso-npaxmuunuii yenmp enooKpunHoi Xipypeii,
mpancnaanmayii endokpunnux opeanis i mxanurn MO3 Vkpainu, Kuig

BCTYN

CuHgpom LepeweBcbkoro-TepHepa (CLUT) €
OfHMM i3 HaNMOWMPEHIWNX reHeTUYHUX MOpPYLUEHb,
noB’'A3aHMX 3 aHomaniamm X-xpomocomu. PeanbHy
YacToTy LbOro CUHAPOMY B CBITi HE BU3HauYeHO yepes
3HaYHY MOLWMpPEeHICTb Moro Mmo3aiyHux dopm i3
BIICYTHICTIO KNacMYHUX O3HaK xBopobu. Y nitepatypi
TPannAEeTbCs HebaraTo AOCNiAXeHb MOWUPEHOCTI Ta
yactotu CLUT nicna 2000 poky. PaHHi enigemionoriyvHi
LoCnigKeHHA 6yno nposeaeHo 1970-1990-mn pokamu
AK PeTpOoCneKTVBHI abo MPOCNEKTUBHI BUBYEHHSA XPO-
MOCOMHUX aHOMani Yy HOBOHAPOMXKEHMWX Y Pi3HUX
nikyBanbHux yctaHoBax €sponu, CLUA, Pocii Ta AnoHi.
MowwnpenHicte CLUT y pisHMX nonynAuiax cknagae Big
25 po 210 Ha 100 000 »MBWUX HOBOHAPOLKEHMUX
AiBunHok [1-5]. Y [OaHii BuBYeHHA nowwupeHocTi CLUT,
nposefeHe 2006 poKy, Mokasano, WO naTosoria
TpannAaeTbca 3 yactoTor 40 Bmnagkis Ha 100 000
YUBUX HOBOHAPOOXKEHUX JiBUMHOK [1]. PeTpocnekTunB-
Hun aHaniz CLWUT B AnGaHii BU3HauuMB, Wwo y nepiog
1993-2005 pp. cuHApom 6yno AiarHoctoBaHO y 49
AisunHok [2]. Y Monbuwi 1a HwxHin Cinesii 3a nepiog
1983-2004 pp. CWT 6yno pgiarHoctoBaHo y 116
AiBUNHOK. PO3paxyHOK IMOBIPHOI KiflbKOCTi AiBUMHOK
i3 CLUT 3a ymoBu noro yvactot 1:2000 nokasas, Lo
UYNCENbHICTb BUABNEHOro cnHapomy (116 AiBUMHOK)
Bignosigae nuwe 37,75% MOXNMBOI KiNbKOCTi na-
LiEHTOK y AaHin TepuTopianbHin 30Hi [3]. Mowwupe-
HicTb CLUT y HimeuunHi 3a gaHmmun 2001 poKy cknafae
29:100 000 [4].

3HayHe 3ani3HeHHA MepPBMHHOrO BCTAaHOBJIEHHA
piarHo3y CLUT icHye B ycix BUBYeHMX nonynAuiax
[10-12]. Savendahl L. 3i cniBaBTopamn 2000 poKy
nokasanu, Wo 3atpumka y paiarHoctmui CLUT craHo-
BUNa y cepedHbomy 7,7 poky [5]. Y benbrincbkin
nonynAuii cepefHin Bik giarHoctysaHHa CLUT 1991
poky ctaHoBuMB 11,2 poky, a 2003 p. — 6,6 poKy, B
AnbaHii BiH cknapga€e 13,5+5,2 poky, B WwTaTi |HAiaHa
CWA - 4,1£5,1 poky, B Hanii — 15,1 poky, B Pocii -
8,7+3,5 poky [6-10]. [HiarHo3 CLWUT nauieHTam i3
KapioTunom 45X BCTaHOBMETbCA paHile, HiXK 3a
HaABHOCTI iHLWNX NOro BapiaHTiB.
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3a CLUT moHocomito 3a X-xpomocomoto (KapioTun
45,X) peectpytoTb y 50-70% xBopux, Togi Ak 50-30% €
HOCIAMW Pi3HNX BapiaHTIB CTPYKTYPHUX aHOManin X--
XpomMocomu abo MatoTb MO3aiuHUI BapiaHT KapioTuny
[6-8]. BapiaHTu KapioTtuny y xsopux i3 CLUT (tabn. 1)
MOXYTb TPaNATACb Y Pi3HNX BapiaLifax.

Tabnuusa 1
BapiaHTu KapioTuny y xsopux i3 CLUT [18]
45,X MOHOCOMIfA
45,X/46,XX MO3ailM3M
45,X/46,XXX MO3ailM3M i3 nosicomieto X-xpomocomm
46,Xi(Xq) i30XpOMOCOMa JOBroro njaeva
X-xpomocomm
46,X,r(X) KinbLieBa X-Xpomocoma

46,X,del(X)(Xp) meneuia KOpoTKOro naeya X-xpoMocomm

46,X,del(X)(Xq) nmeneuia goBroro njevya X-xpoMocomm

Y Tabnuui 2 HaBefeHO 4YacToTy BapiaHTIB Kapio-
TUNIB Y Pi3HUX KpaiHax.

CborogHi BiacyTHA 06'eKTMBHA iHdopMaUia npo
nowwupeHictb CLUT cepen AuTAYOro HacesneHHA
YKpaiHu Ta 4yacToTy pi3HMX BapiaHTiB KapioTuny. Tomy
METOK [aHOro AOC/iAKeHHA BU3HAYE€HO BMBYEHHSA
UMX MOKA3HUKIB, a TaKOXK OUiHKY BiKY BCTaHOBNEHHA
giarHo3y CLUT i ctyneHA 3aTpUMKK pOCTY Y AiBUMHOK.

MATEPIAN | METOAU

Y pocnigykeHHi BAKOPUCTOBYBaNu faHi CTBOPEHOTO
2004 p. peecTpy aiTen i3 3aTpnmMKoio pocTy. [lo peectpy
BXo4ATb i aiBumHKkKM 3 CLUT. Lle po3sonuno nposectu
peTpocneKkTMBHUI aHani3 3 2005 no 2013 pik 387
peecTpauinHux KapT giBunHok i3 CLUT, sikom Big 11
MicAuiB oo 18,2 poky. PeecTpauiliHi KapTu MicTATb
iHbopmaLito NPo BiK AUTUHM HAa MOMEHT BCTaHOB/EH-
HA piarHo3y CLUT, paHi o6cTexeHHs, AKi 4O3BONATb
niaTBepaAnTN fdiarHo3 (KapioTun 3 ornagoM reHeTuka,
HaABHICTb iHWNX Bag PO3BUTKY Ta KOMMOHEHTIB CUH-
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Ta6nuuysa 2
MowmpeHicTb pi3sHMX BapiaHTiB KapioTunis y xsopux i3 CLUT y pisHux KpaiHax [6-11, 17]
KinbkicTtb xBOpuMX i3 neBHUM KapioTunom (%)
Kapiotun -
Pocia Bpasunin TyHic Noppanin CLUA Benuko6puTtaHisa | Monbwa
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 . _
XD oMocom 20 9,3 21 31 9,2
HasagHicTb Y-xpomocomu 2 - - - - - -

APOMy, pe3ynbTaT¥ FOPMOHANbHUX, IHCTPYMEHTasb-
HUX | PEHTFEeHONOriYHNX AOCNigXeHb BigNOBIAHO A0
npotokony [6]). MNepBUHHI peecTpauiiHi KapTu 3a-
NMOBHIOBANINCb O6MACHUMU Ta MIiCbKUMU AUTAYNMMU
€HL,OKPUHOMIOraMn PETiOHIB, 3i WOPIYHUM OHOBJEH-
HAM AaHWX QUHaMIKK Qi3MYHOro Ta CTaTeBOro PO3BUT-
KY, 3MiH rOpMOHasbHKX nokasHukis (TTT, BT, y npeny-
6epTtatHomy Bili — OCT, JII, ectpagiony), KicTkoBoro
BiKy TOLLO.

Kpim Toro, nornmbneHe obGCTeXeHHA MpoBOAUN
AiTAM, AKi nepebyBany Ha NiKyBaHHi B eHAOKPUHO-
noriyHoMy BigdineHHi HauioHanbHOI guTAYOI cnelia-
nizoBaHoi nikapHi OXMATAOWT i B nonikniHiui YKpaiH-
CbKOro HaKOBO-MPAKTUYHOIO LIEHTPY eHAOKPUHHOI
Xipyprii, TpaHcnnaHTauil eHAOKPUHHKX OpraHiB i TKa-
HUH MO3 YKpaiHu. Y umx OiBUNHOK pPEEeCTpyBanm Xxa-
paKTepHi cTurmu arnsembpioreHesy, BNacTBi CMHAPO-
My, abu BM3HAUMTU YacCTOTYy HAMOGINbLL MOLWVPEHMNX
03HaK, a TaKOXK AOCNIAXKYBanN COMATOTPOMNHY GYHKL 0
rinogiza.

OTmxe, NpoBefeHO aHani3 AaHWX PeecTpy Ta pe-
3ynbTaTiB 6e3nocepeaHbOro 06CTeXKeHHA AiBUMHOK i3
CLUT i3 BMBUYUEHHAM TaKnX MOKa3HUKIB:

+  BiK HA MOMEHT BCTaHOBJIEHHSA JiarHo3y;

+  KapioTtum;

+  3picT (cm), 3 OLiHKO CTyNeHsA BiAXMNEHHA 3pOCTy
JiBUMHOK Bifj cepeiHbOro 3pocCTy Af1A BiAnoBigHOro
BiKy (poKu, Mmicaui), AnA 4yoro po3paxoByBanu
KoedilieHT cTaHJapTHOro BigxmneHHa SD 3pocty
3a popmynoto: SD = X — X'/ SD, e X - 3picT giBumnH-
Kun, X' — cepefHin 3picT Ana AaHOro XpOHOMOriYHOro
BiKy Ta cTaTi, SD — cTaHpapTHe BigXuneHHa AnAa
JiBUMHOK [@aHOro XPOHOJOriYHOro BiKy (3rigHo 3
NPOTOKO/IOM HaJaHHA MeAUYHOI 4OMNOMOTM LiTAM
3a CneuianbHIiCTIO «AnTAYa eHAoKpuHonoria» [6]);
TaKoX po3paxoByBanu SD 3pocTy AnAa QiBUMHOK i3
CUWT i3 BukopuctaHHam SD gna gisumHok i3 CLUT
[7];
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+ Maca Tina (Kr) 3 po3paxyHKOM iHAEKCY Macu Tina 3a
dopmynoto: IMT = maca Tina (kr) / KBagpaT 3pocTy
(m?). IMT ouiHioBanu 3a JOMOMOrol NepPLEeHTUb-
HUX Tabnuub AnNA AiBYMHOK BigMOBIAHOro BiKY
3rigHoO 3 NpoToKonoMm [6];

« CTaTeBU PO3BUTOK 3a TaHHepoMm (3a dopmynoro
Ax, P, Ma, Me), 3 noro ouiHKol0 BignosigHoO Ao
npotokony [6];

e KICTKOBUI BIiK, AIKNI OUiHIOBaNX BigNOBiAHO A0
meTtoguku Greulich W. i Pyle S. [8], 3 BU3HaueHHAM
aediunty ocndikauir.

CraTncTnuyHy 06po6Ky pesynbTaTiB MPOBOAWN 3a
JOMOMOrOl0 CTaHAAPTHUX METOAIB CTAaTUCTUYHOIO
aHanisy 3 BMKOPMWCTaHHAM MporpamHoro 3abesne-
UeHHA AnA nepcoHanbHoro komn'totepa Microsoft
Excel i Statistica 6.0.

PE3YJIbTATUA TA OBIrOBOPEHHA

3a gaHMMK peecTpy AiTen i3 3aTPUMKOI0 POCTy, B
YKkpaiHi nowwmpeHictb CLUT cknagae 77,5 Ha 100 000
XUBUX HOBOHapoaXeHux. LLlopoky Brnepue giarHo-
cTyoTb Big 17 go 25 Bunagkis cuHgpomy. CLIT vy
AiBUMHOK B YKpaiHi giarHoctyBanu y Biui Big 10 micauis
80 17 pokiB, cepefiHi BiKk Ha MOMEHT fliarHOCTyBaHHA
xBopobu cknae 9,8+4,7 poky [5,1; 14,5]. B 1,6%
BMMaAKiB AiarHo3 Oyno BCTaHOBMNEHO Ha MepLomy
poui XuTTA, ¥y 3,5% -y Bili 1-4 poku, y 9,3% -y Biui
4-8 poki., y 18,8% -y paHHbOMY nyb6epTaTHOMY BiLli —
8-12 pokiB, y 66,8% — y nybeptaTHomy Biui — 12-17
pokiB. To6TO, CnocTepiraeTbcsl 3POCTAHHS KiNlbKOCTI
BMMAaAKiB BCTAHOBMIEHHA [iarHo3y 3 BiKOM i3 MiKoM Yy
nybepTaTHOMY BiLi. Ha nepliomy poui XuTta giarHos
BCTAHOBJ/IIOETbCA 3a HAABHOCTI XapaKTepHUX O3HaK
3aXBOPIOBAHHA — BUpaXeHOro nim¢octasy Ha KiH-
LiBKaX, XapaKTepHUX CTUIM Ju3embpioreHesy Ta
BPOMKEHUX Baj PO3BUTKY, y nybepTaTHOMY Bili
OCHOBHMMU Mpobnemamuy, AKi NPUMYLLYIOTb 6aTbKiB
3BepTaTMCA OO NikapsA, € 3HayHa 3aTpuMKa pPOCTy Ta
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BiICYTHICTb CTaTEBOI0 PO3BMTKY ab0 3aTprMKa HacTaH-
HA MeHCTpYyauin.

MokasHuKN di3nyHoro po3BuTKy Aisuatok i3 CLUT
HaBefeHo y Tabn. 3.

3a JaHMMK NEePBUHHOrO Ornagy Aiten cepepHsA
3aTpyMKa pocTy ctaHoBMAa -3,2+1,08 SD [2,12; 4,28]. 3
aHaMHe3y BiJOMO, WO 3aTPUMKY POCTY Y AiBUMHOK
cnoctepiranu y cepegHbomy 3 5,4%3,1 poky [2,3; 8,5].
He3gaxatoum Ha ue, AiarHO3 BCTAaHOB/IOBABCA i3 3a-
ni3HeHHAM y cepefHboMy Ha 4 poku. Lle € Hacnigkom
BiICYTHOCTI HACTOPOXEHOCTI NikapiB pi3HMx daxi.,
HaaTo nepdiatpis, wopo moxnmsocti CIUT y aiten, a
TaKOX Mi3HbOro 3BepHEHHsA 6aTbKiB 4O €HOOKPUHOMO-
ra 3 npuBoAy 3aTPUMKK POCTY AUTUHM 3@ BiACYTHOCTI
iHLIMX CKapr.

Tabnuus 3
CepepHi nokasHUKM ¢i3anyHOro po3BUTKY Y AiBYUaTOK
i3 CLUT B YKpaiHi

Bik Ha MOMEHT 06CTEXKEHHS,

12,7+4,1 [8,4; 16,8]
poKM

3picT, cm 127,7£17,8 [109,9; 145,5]

3aTpumMKa pocty, SD (-)3,2+1,08 [2,12; 4,28]
MepueHTunb IMT, Kr/m? 49,3+27,9 (21,4, 77,2]

KictkoBum BiK, poKu 10,4+3,2 [7,2; 13,6]

HediunT KicTKOBOrO BiKY, pOKU/ 2,8+1,8[1,0; 4,6]

binbwictb AiBUMHOK (70,4%) Manu HOpManbHWIA
IMT, Hapgnuwok Macu Tina Bia3HayeHo B 11,9%
BUMNAAKIB, OXUPIHHA — Y 4,2%, nediunt macu Tina — y
13,5%. Bigomo, o HagMipHa maca Tina Ta OXKUPIHHA Y
naugieHtok i3 CLUT TpannATbcA udacTiwe, HiXK Yy
3aranbHin nonynAuii, i € YAHHNKaMW PU3MKY PO3BUTKY

14,4%

1,3%

23,6% 60,6%

@ moHocoMis B mo3aiunsm

O mo3aiumam i3 nonicomieto O cTpyKTypHI aHomanii

Puc. 1. BapiaHmu xpoMOCOMHUX NOpyuleHb y 0i84YUHOK
i3 CLUT 8 YkpaiHi.
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nopyLleHb BYrieBoAHOro o6MmiHy Ta LyKpOBOro fia-
6eTy 2-ro Tuny [9-11]. 3a JaHVMK PEHTreHONoriYHOro
Jocnig)eHHA Kucten y gisunHok i3 CLUT peectpyBanu
gediunt ocndikadii, aAknn ctaHoBuB 2,8+1,8 poky [1,0;
4,6].

Cepeg giBunHok i3 CLUT (n=381) peectpyBanu pi3Hi
BapiaHTM KapioTuny: mMoHocomito (45X) - y 60,6%
BMMaAKiB; mo3aiumsm (45,X/46,XX) — y 23,6%; mo3ai-
Lu3Mm i3 nonicomieto X-xpomocomu —y 1,3%; CTPyKTyp-
Hi XpOMOCOMHIi aHOManii -y 14,4%, 3okpema: 46,Xi (Xq)
-y 3,9%, 45X/46,Xi (Xq) - y 6,6%; 45X/46X+mar —
y 2,4%, 46,X,del (X)(Xq) i 45X/46Xdel -y 1,6% Bu-
nagkis (puc. 1).

B YKpaiHi Hanbinbwa yactka xsopux i3 CLUT matoTb
KapioTun i3 MOHocomielo X-xpomocomu, Wwo obymoB-
nto€ GinbWw TUMOBI 1 PaHHI NPOABM XBOPOOM Yy TaKUX
LiBUMHOK. AHanoriyHy ocobnmBicTb cnoctepiraloTb Yy
Takux KpaiHax, Ak Monbuwa, Bennka bpurania, CLUA Ta
Pocia. [liarHocTuKa pi3HUX BapiaHTiB KapioTuny 3ane-
KUTb Bi MeTOoAiB NpoBefeHHA aHanisy Ta KinbKoCTi
BMAiB GionoriyHoro matepiany, AKi BUMKOPUCTOBYIOTb
ana adanisy. B YKpaiHi, AK i B iHWWX KpaiHax, anA
BM3HAYEHHSA KapioTuny nNpoBoAATb LUTOFEHETUYHUIA
aHani3 nimeounTie nepudpepunyHoi Kposi Ta ¢ibpo-
6nacrtiB. MpoTe 3a gaHumu Hook E.B. i Warburton D.,
yCi HOBOHApPOOXeHi XWUBi AiBUMHKMK i3 KapioTnom
45,X € mo3aikaMy Ta MaloTb y AeAKMX opraHax i TKa-
HWUHaX [0JATKOBI KMiTUHHI JiHii 3 HOpManbHMMK abo
abepaHTHMMN CTAaTEBMMK XPOMOCOMAMW, fIKi HE BU-
3HAYalTbCA 3BUYaNHUMK meTodamu [9]. Lle moxe
6yTn OOrpyHTYBaHHAM [JOLINbHOCTI MOBTOPHOMO
JOCNiKEeHHA KapioTuny Yy AiBYMHOK i3 KapioTmnom
45,X, y AKNX CNOCTepiraloTbCA O3HAKWM CMOHTaHHOro
nybepTtaty abo CTyMiHb 3aTPUMKK POCTY € HEKPUTNY-
HUM.

BUCHOBKU

1. TMNowwnpeHicte CIWUT B YKpaiHi cknagae 77,5 Ha
100 000 X1BUX HOBOHAPOLMKEHMX.

2. CepepHin BiK BCTaHOBNeHHA giarHo3zy CUIT B
YKpaiHi cTaHOBUTb 9,8+4,7 pOKY, 3 MaKCMMaNbHO
YacTOTOK MEPBUHHOI AiarHOCTMKM B nybepTart-
HOMY BiLi.

3. B ykpaiHcbkili nonynauii Hanbinblua yacTka XBo-
pux i3 CLUT mae kapiotnn 45,X (60,6%), a Takox
Mo3aiumsm 45,X/46,XX (23,6%), iHWi BapiaHTK
KapioTuny TpannAlTbCA 3 MEHLIO 4acTOTOlo:
MO3aiLM3Mm i3 nonicomiero X-xpomocomn - B 1,3%
BUNAAKIiB, Pi3HI CTPYKTYPHIi XPOMOCOMHI aHOMa-
nii — B 14,4%.

4. B YkpaiHi CLUT 3anunwaetbca 6e3 HanexHoi yBarm
negiaTpiB i NikapiB iHWKX ¢axiB, WO He AO3BONSE
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BUYACHO BCTAHOBJ/OBATW Lien AiarHo3 i HajaBaTu
HaNeXHy MefW4YHy, NMCUXONOTiYHy Ta couianbHy
Jonomory AnTWHI Ta 1T poauvHi. JouinbHo nNposo-
ONTY aKTUBHUN | LinecnpAMOBaHWIA MOWYK AaHOT
natonorii cepep AIBYMHOK, y nepuy 4epry i3
3aTPUMKOIO POCTY Ta CTaTEBOrO PO3BUTKY.
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PE3IOME
PacnpocTpaHeHHOCTb CMHApOMa
LlepeweBckoro-TepHepa y aeten B YKpaniHe
1 ero reHeTNYeCcKne BapuaHTbl
H.b. 3enuxckas, U.10. LLleg4yeHko,

H.J1. lMozaoaeea, E.B. Tno6a

CnHpgpom LUlepewesckoro-TepHepa (CLUT) asna-
eTCs OAHVM U3 Hanbonee pacnpoCTPaHEHHbIX FrEHETU-
YeCKMX HapyLWeHUN, CBA3AHHbIX C aHOMaNUAMMU
X-xpomocombl. Llenbto paboTbl 6bi10 M3yyeHne pac-
npocTtpaHeHHocTn CLUT, yacToTbl BapMaHTOB Kapuo-
TWMa, BO3pacTa MOCTAaHOBKU [MArHo3a, CTerneHu
3afepXKkn pocta y gesoyek ¢ CLIT B ykpamHckon
nonynauyun. lMpoBefeH pPeTPOCNEeKTUBHbIN aHanu3

.niHqua E€HOOKPUHOJIOriA Ta eHAOKPUHHA Xipypria 2 (47) 2014

perncTpaumnoHHbIX KapT 387 geBouyek B BO3pacTe OT
11 mecsueB go 18,2 roga n3 6a3bl 6onbHbix CLUT 3a
nepuog ¢ 2004 no 2009 rog. Mo gaHHbIM peecTpa
6onbHbIx CLUT, B YKpauHe pacnpocTpaHeHHOCTb AaH-
Horo cnHppoma coctasnset 77,5 Ha 100 000 HoBOPOX-
AeHHbIx. CpegHnin BO3pacT Ha MOMEHT MOCTaHOBKMU
AnarHosa CUWT B ykpavHCKoW nonynaumu cOCTaBui
9,8+4,7 ropa. B 1,6% cnyuyaeB anarHo3 6bln yCTaHOB-
fleH Ha NepBOM rofy »u3Hu, B 3,5% — B paHHem BO3-
pacte (1-4 r.), B 9,3% - B gonybepTtaTHOM BO3pacTe
(4-8 net), B 18,8% — B paHHeM nybepTaTHOM BO3pacTe
(8-12 ner), B 66,8% — B nybepTaTHOM Bo3pacTe (12-18
net). Habntogaetca poct gnarHoctmkm CLUT ¢ Bo3pac-
TOM C NMMKOM B nybepTaTHbIi nepuog. CpeaHun poct
AeBouyek coctaBun 127,4+17,8 cm (53-160,5 cm), cpeg-
HAA 3afepKa pocTa —-3,2+1,08 SD (-6,8-0,2 SD), cpea-
HUM BeC — 31,9+11,4 kr (4,6-68,5 Kr), cpeaHWI nepueH-
Tinb UMT — 49,3+27,9. KOoCTHbIN BO3pacT B CpeHeM
coctaBun 10,4+3,2 ropa (0T neproa HOBOPOXAEHHO-
cTn 8o 19 net) € 3aAep’KKon OTHOCUTESIbHO NacnopT-
Horo Bo3pacTa Ha 2,8+1,8 roga (0,5-8,5 net). YactoTa
BapVaHTOB XPOMOCOMHbIX HapYLEHUN y AeBOYeK C
CWUT B YKkpauHe 6bi1a cnepyrowern (n=381): moHoco-
munsa (45,X) — 60,6%; mo3anunsm (45,X/46, XX) — 23,6%;
Mo3amumsm ¢ nonucomuen X — 1,3%; CTPYyKTypHble
aHomanun — 14,4%.

KnioueBble cnoBa: cuHgpom LlepeweBckoro-
TepHepa, 3afepxKa pocTa, KapuoTun, ¢ursmyeckoe
pa3BuTUE, PaCNPOCTPAHEHHOCTb.

SUMMARY

Prevalence and genetic variants of Turner’s
syndrome in children in Ukraine
N. Zelinska, I. Shevchenko, N. Pogadaeva,
E. Globa

Turner's syndrome is one of the most common
genetic disorders associated with abnormalities of
the X chromosome. The purpose of our study was to
investigate the prevalence Turner’s syndrome, fre-
quency of variants of the karyotype, age of diagnosis,
degree of growth retardation in girls with Turner’s
syndrome in Ukrainian population. A retrospective
analysis of registration cards 387 girls in aged
0.11-18.2 years from the registry of patients with
Turner’s syndrome for the period from 2004 to 20009.
Prevalence of the Turner’s syndrome in Ukraine was
77.5 per 100 000 live births. The average age at
diagnosis Turner’s syndrome in Ukrainian population
was 9.8+4.7 years (0.10-17 years). At 1.6% of girls
were diagnosed in the first year, 3.5% at an early age
(1-4), the 9.3% of a pubertal age (4-8 years), 18.8%
early puberty (8-12 years), from 66.8% in adolescence
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(12-18 years). There is a growing diagnosis Turner’s
syndrome age with a peak during puberty. Average
growth of girls was 127.4+17.8 cm (53-160.5 cm), the
average delay of growth - 3.2+1.08 SDS (-6.8 —-0.2 SD),
which is below the 5th percentile for the population
of healthy girls. The average weight of girls was 31.9+
+11.4 kg (4.6-68.5 kg), BMI percentile 49.3+27.9. Bone
age average was 10.4+3.2 years (0-19 years) with a

CTATTI

delay relative to chronological age 2.8+1.8 years (0.5-
8.5 years). The incidence of chromosomal abnormali-
ties in the choices girls Turner’s syndrome in Ukraine
was as follows (n=381): monosomy (45, X) — 60.6%;
mosaics (45,X/46,XX) — 23.6%; mosaics with polysomes
X = 1.3%; structural abnormalities - 14.4%.

Key words: Turner's syndrome, growth retarda-
tion, karyotype, physical development, prevalence.
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