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BCTYN
KNiHIYHMM NPoOABOM

OCHOBHUM
TepHepa (CT) € HM3bKOPOCNICTb, AKY CnocTepiraloTb
y 98-100 % xBopwux [1, 2]. 3a KnacM4HOro BapiaHTy
cnHgpomy (Kapiotun 45,X) 3picT AOPOCAMX XBOPWUX,

CUHAPOMY

AKi  He OTpuMyBanu JNiKyBaHHA npenapatamu
pPeKOMOIHAHTHOIrO ropMoHy pocTy (pl'P), AK npasuo,
He nepeBuwye 142-145 cm 3 pi3HMLEI0 B MeXaX Pi3HNX
eTHiIYHUX rpyn. Hanpuknag, 3picT 4OpoCnol XiHKK i3
CT y MNisHiuHin €Bponi B cepegHboMy focArac 147 cm,
y CLLIA - 143 cm, B AnoHii — 139 cm, y bpaswnnii — 144,8
CM, WO Ha 20 CM MeHLUe, Hi>K cepefHin 3picT 340PpoBOi
XiHKM y BignosigHux nonynauiax [3, 4]. 3aTpumka
pocTy y giten i3 CT 3ymoBneHa 6aratbma npuymMHamu,
30Kpema, HasABHICTIO TiNbKM ofHiei Konii reHa SHOX,
AKUIN 3HAXOAUTBCA Ha KOPOTKOMY MJiedi XpoOMOCOMU
X i Koaye TpaHCKpuNuiiHA ¢aKTop, HeobXigHWIA
ANA NPaBUbHOIO PO3BUTKY KiHUIBOK, BigCYTHICTIO,
BHaCcNigok AediunTy ecTporeHis, cTpubka pocTy B
nepiog CTaTeBOro AO3piBaHHA, HU3bKOK YYTAUBICTIO
[0 COMaTOTPOMHOrO FOPMOHY Ta IHWWUMW reHeTUYHUMU
YnHHMKamum [1, 3].

Yactum npoasom CT € rinoroHagnsm. 3a Knacu4yHoro
BapiaHTy 3axBOpPlOBaHHA 3 KapiotTunom 45X y gisuat
BTOPWUHHI CTaTeBi O3HaKM He PO3BMBAlOTbCA, MOXe
criocTtepiratTucA Pi3HUN CTyMiHb 3aTPUMKK  IXHbOTO
po3BUTKY 1 Yy pasi mo3aiuHoro Tuny CT. HenoBHwui
PO3BUTOK BTOPUHHUX CTaTEBUX O3HaK MPOABMAETbCA
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BIACYTHICTIO  3a5103UCTOI  TKaHWHU MOJTOUYHMX
3an03ax, HeAOPO3BMHEHHAM COCKiB, BIACYTHICTIO
pOCTy BONIOCCA Ha JIO6KY, NEPBUHHOK aMeHOpeEl (3a
MO3aiyHMX BapiaHTIB CUHOPOMY MOXNMBE MOPYLUEHHA
MeHCTpyanbHoro umkny) [2, 5, 6, 71.

PaHHA pgiarHocTuka CT rpPYHTYETbCA Ha BU3HAYEHHI
XapaKkTepHUX $peHOTMNOBKX O3HaK Nig Yac NePBUHHOTO
ornAgy AWTUHW 3i CKapramy Ha 3aTpUMKy poCTy
abo crateBoro po3sutky. QeHotmnosi nposasu CT
MaloTb 3HauyHy BapiaTUBHICTb 3a pPI3HUX BapiaHTIB
KapioTuny, WO YCKNafgHIE AiarHOCTKY, 0cobnuBo,
Yy pasi HaABHOCTI XPOMOCOMHOro mo3aiumsmy [1].
3a3Buyan HoBOHapomkeHi piyata i3 CT matoTb
HOPMaJIbHUIN ANA IXHbOro recrauiiHoOro BiKy 3picT
i macy Tina, CT y ubomy BiUi AiarHOCTyOTb 3a
HaABHOCTI XapakTepHUX GeHOTUMOBKX O3HaK, a came:
MacTO3HOCTI UM HabpAKy TUIbHOIO GOKY KUCTel pyK
Ta/abo cTon, KpunonogibHux cknagok Ha wwui [8, 9.
3a BigcyTHOCTI Umx o3Hak CT yacTo He AiarHoCTyloTb.
Y piten 6inbw cTapworo BiKy pgiarHoctuky CT
HeobxigHO NpoBOAWTU B pasi BiACTaBaHHA y 3pOCTi
i WBMOKOCTI POCTY, NOMITHOrO nNiABULIEHHA PiBHA
donikynoctumynioBanbHOro rOPMOHY (oCrh),
HaABHOCTI CTUMM, XapakTepHux ana CT: cubitus valgus,
rinonnasia HirTiB, nirmeHTHi HeBycn, KopoTki IV i V
N'ACTKOBI KiCTKM, BUCOKe NigHebiHHA; YacTi rocTpi Ta
XPOHIiYHiI OTUTK, aHOManii O6yaoBM BYLUHMX PAKOBUH
[6, 10]. Y nignitkoBomy Biui nmoBipHicTb CT y AnTrHM

B
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HeoOXioHO po3rnagaTy B pasi HAsBHOCTI 3aTPUMKM
pOCTy He3'AcoBaHOro reHe3sy Ta/abo BigCYTHOCTI
un  3aTpUMKKM Ny6epTaTHOro pPO3BUTKY, PO3BUTKY
MOJIOYHMX 3an03 nicnAa 13-piyHoro BiKY, MepBUHHOI
abo BTOPMHHOI ameHopel 3 nigeueHum pisHem OCT
[11]. B 3aranbHin nonynAuii gisuat i3 CT B YKpaiHi
CTasIo 03HAKOI € HU3bKopocicTb (100%), HanbinbL
BMCOKOK € YacToTa TaKMX O3HaK AK BKOpouyeHHA IV
n V meTakapnanbHux Kictok (74,6%), aHomanii HirTis
(73,3%), wwnpoka rpygHa Knitka (60,6%), KopoTKa
wwua (58,6%), 3aTpumKa cTaTeBOro po3BuTKy (57,3%),
rineptenopusm cockis (51,3%) [12]. 3 meToto NiKyBaHHA
3aTpUMKKM 3pocTy y aiiBuaT i3 CT B CBITOBI NpaKTuLi BXKe
6inblue 30 poKiB LWMPOKO BUKOPUCTOBYIOTb NpenapaTut
plP. Binomi nuwe nooanHoki poboTu, AKi NoKasyoTb
edeKTMBHICTb 3aCTOCYBaHHA UMX Npenapartis y disyat
3 NepLlmnX POKIB KWUTTA, TOMY MUTAHHA OO0 TePMiHy
nouatky Tepanii pl'P 3anuwaerbca Bigkputum [13, 14].
IcHye Touka 30py [1] WoAO HeaoUiNbHOCTI MOUYMHATH
nikyBaHHA gisuat i3 CT npenapatamu pl'P B pa3i ni3HboOI
AiarHOCTUKM NaTonorii, He3Baxaoun Ha 36epexeHuni
aediunt ocmoikauii. PekomeHgoBaHa MovaTKoBa
po3a plP craHosutb 0,05 Mr/Kr/poby, 3 HacTynmHUM
KOHTpONEeM TeMMiB 3POCTaHHA KOXKHi 3-6 MicAuiB Ta
iHOMBIAYaNbHOI KOPEKLUi€o A03M B pa3i HeJoCTaTHbOI
BignoBsigi Ha nikyBaHHA [13, 15]. Y pocTynHin
niTepatypi M1 He 3HaWWNW JaHuX, AKi FPYHTYBanucb
61 Ha JOCTaTHIl AnA aHanisy KinbkKocTi XBOpuX, WoAo
iHOMBigyanbHOro nigxody A0 nNpu3HavyeHHA Tepanii
npenapatamu pl'P gisuatam i3 CT. Tomy meTol0 Halworo
pocnigkeHHA Oyno  y#oCKOHaneHHsA niaxoais Ao
nikyBaHHA giten i3 CT meTogom BM3HAYeHHA KNiHiKo-
reHeTUYHWX BapiaHTiB CUHAPOMY Ha NifCTaBi BUBUYEHHA
KapioTuny, CTyneHsa 3aTPUMKKU POCTY, BiKy Ha MOMEHT
BCTAHOBJIEHHA  [iarHO3y, COMATOTPONHOI  yHKLUii
rino¢isy, xapakTepHux GeHOTUMOBUX O3HAK.

MeTa pocnigkeHH — BM3HAUYUTU KNiHIKO-TeHEeTUYHi
BapiaHTn CT y piBuaT gonybepTatHoro i nybeptaTHOro
Biky i ocobnuBocTi ix i3nyHoro, crateBoro
PO3BUTKY, COMATOTPOMHOI OYHKUiT ANnA BU3HaUYeHHA
iHOMBIAYaNbHMX MOKa3aHb [O FOPMOHanNbHOI Tepanii
po3nagiB pocTy i CTaTeBOro PO3BUTKY.

MATEPIANIN | METOOU

Ona  pocsarHeHHs MeTu  [OOCNiaKeHHs MU
BUKOPUCTOBYBaNM CTBOPEHUN HamMu pPeecTp Aiten
YKpaiHMU i3 3aTPUMKOK POCTYy PIi3HOro reHesy,
nounHatoum 3 2004 poky, 4O AKOro BKIIOUEHO TaKOXK
566 pisuat i3 CT[16]. PeecTp MicTnTb iHdopMaLito oao
BiKY AUTVMHW HAa MOMEHT BCTaHOBJeHHA AiarHo3y CT, Biky
Ha MOMeHT noyaTky Tepanii pl'P, pe3ynbratu 3aranbHuX
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KNiHIYHUX Ta (HWKUX OOCTeXeHb, fAKi [03BONAIOTb
niaTBepanTM giarHo3 (3okpemMa Kapiotmn) Ta 3
NepioANYHICTIO WOPOKY KOHTPONOBATN ePeKTUBHICTb
ix nikyBaHHA (mo3a plP, npenapatiB TUpeOigHWX,
CTaTeBMX FOPMOHIB — Yy pasi iXx npumomy TOLO) 3a
pesynbraTaMy  BUMIPIOBaHHA 3pOCTy, Macu Tina,
BCTAHOBJIEHHA CTafil cTaTeBOro pPo3BUTKY 3a Tanner,
pesynbraTaMy FOPMOHANIbHUX, IHCTPYMEHTaNbHUX Ta
peHTreHoNorivyHmx gocnigeHo Towo. [laHi 4o peectpy
nojalTbCA AUTAYUMU  eHOOKPMHOMOramMmm 3 YCix
perioHiB YKpaiHu, 3 LopiYHMM OHOBNEHHAM iHbopMaLii
LWoAo ANHaMIK/ Gi3MYHOrO | CTaTeBOrO PO3BUTKY, 3MiH
rOPMOHasIbHUX NOKa3HUKIB, KICTKOBOrO BiKY, TOLLO.

Takox Hamu 6yno npoBefeHe feTalibHe 06CTEXKEHHSA
150 giguar i3 CT, nig yac sikoro BnBYann ¢GeHoTMMNOBI
npossn CT, NOKa3HWKKU 3pOCTy (CM) XBOpWX, 3 NOro
OUIHKOIO Yy CUIManbHUX BiAXWNEHHAX Big HOpMK AnA
BignosigHoro Biky (SDS), macu Tina (Kr), iHaekcy macu
Tina (IMT, Kr/m2), cTagii ctaTeBoro po3sBuTKy 3a Tanner.

Bbyna npoBepeHa ouiHka edeKTMBHOCTI NiKyBaHHA
npenapatamu plP 96 piguat i3 CT, 3 Akux 57 6ynu
ponybepTatHoro BiKy (go 12 pokiB) i 39 xBopux
nybepTaTHoro Biky (MoHag 12 pokiB). Y BCix 06CcTeXeHWX
BMBYaNM MOKa3sHMKKM 3pocTy (cm, SD) nepen Ta nig
yac nikyBaHHA npenapatamu pIP. 3picT ouiHoBanu
3a [JOMOMOrol0 MepueHTUNbHMX Tabnuub ana gisyat
BignoBigHOro BiKy, 3rigHO 3 HopmaTtueamu BOO3 2007
p.[171.

CraH comatoTponHoi ¢yHKuUil BuBYanu y 98
gisyat i3 CT 3a [OMOMOrow BW3HAYEHHA piBHA B
KpoBi iHcyniHonogibHoro d¢akTtopa pocty (IOP-1) Ta
CTUMYRALINHOI NPO6U 3 KNOHIAMHOM 3a CTaHZAPTHO
MEeTOAMKOIO i3 3a60pOM KpoBi 1o Npobu i uepes 30, 60,
90, 120, 150 xBUnuH nicnA BBegeHHA npenapary. PiBeHb
CTT nicna ctumynauii, wo nepesuwysas 10 Hr/mn,
CBiguMB Npo HopManbHUI piBeHb cekpeuii CTT, piBeHb
7-10 Hr/mn — Npo HasABHicTb yacTkoBoro gediyunty CTT,
piBeHb < 7 HF/Mn nigTBepaKyBas nosHM gediunt CTT.

JlikyBaHHA npu3Havanu npenapatamu pl'P B o3i 0,05
Mr/Kr/poby niflWKipHO WOoAEeHHO BBeYyepi NpOTArom
ogHoro poky. Okpemo BugineHo rpyny xsopux Ha CT
i3 HaABHICTIO COMATOTPOMHOI HeJOoCTaTHOCTI (MOBHOI
abo yvacTtkoBoi) (n=23), B AKUX TepaneBTUYHA [03a
npenapaty ctaHosumna 0,03 mr/kr/goby [18].

CTaTUCTUYHWIA  aHani3  OTPMMAaHWX  pe3ynbTaTiB
NpPoOBOAWNM 3 BUKOPWUCTAHHAM CTaHZAPTHUX MeETOAIB
CTaTUCTUYHOrO aHanisy 3a [OMOMOrol mnporpamu
Statistica 10 (StatSoft, CLUA). BukopuctoBysanu
CTaHAAPTHI HemapameTPUYHi CTaTUCTUYHI TecTn (TecT
Kruskal-Wallis). na aHanisy akicHux paHux (%) pBox
abo OGinblle He3anexHWx rpyn BUKOPUCTOBYBaNU
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Fisher's exact test. InAa aHanisy KinbkiCHUX gaHux y
rpynax sukopuctoBysanu Tect One-Way ANOVA. JaHi
HaBefeHo y Burnagi Me [25; 75], pe Me - mepiaHa i 25;
75 — iHTepKBapTWbHI 3HaUYeHHA (25 Ta 75 nepueHTWni),
3a HenapaMeTpUYHOro po3noginy O3HaK BiAnoBigHO,
p <0,05 6yno nNpuiHATO AK MNOKAa3HUK [OCTOBipHOI
pi3Hnui.

PE3YJIbTATU TA OBrOBOPEHHA

NposBiB, Gpi3NYHOro Ta CTaTeBOro PO3BUTKY, POCTOBMX
NOKAa3HWKIB, BapiaHTIB KapioTuny B nonynAuil gisuar i3
CT BuAineHo NeBHi KNiHiKO-reHeTUYHi BapiaHTN LbOro
cvHapomy. Po3nogin Ha BapiaHTy IFpYHTYETbCA Ha ABOX
Hanbinblw 3Hauywmx npoasax CT - 3aTpumui 3pocTy
W CTaTeBOro pPO3BUTKY Ta HAABHOCTI XapaKTepHUX
$eHOTMNOBUX 03HaK, sIKi OLiHIOBaNM B 6anax BignoBigHoO
no Tabn. 1[19].

KniHiko-reHeTnuHi BapiaHTn CT 6yno BM3HayeHo

Ha nigctaBi BUBYeHHA ocobnusocTein GeHOTUNOBUX OKpemo pAnA giteir ponybeptatHoro (0-11 pokis
Tabnuua 1
OuiHKa 3HauywocTi peHoTUNOBMX 03HaK CT y piten (6anu)
O3Haka Bann OsHaka bann
KpunonogibHi cknagku Ha wmi 5 linepTenopusm cockis 2
Hu3bkopocnicTb 4 EnikaHT 2
3aTpumKa CTaTeBOro PO3BUTKY 4 KopoTka wusa 2
Hun3bkun pict Bonocca Ha wui 3 AHTUMOHTONOIAHWUI PO3pi3 oYen 2
L HabpAaknicTb/NacTo3HiCTb i3 TUAIBHOTO BOKY KUCTEN PYK, 5
Hedopmauia HirtboBmx MNacTMHoK CTON NPV HAPOLKEHHI
(BKOpOUYEHHS / NOrNnbIeHHs B Hirtboge 3
noxe) Bucoke Teepae nigHe6iHHA 1
BkopoueHHsa IV i V meTakapnanbHmx L .
: 3 BanbrycHa gedopmalia nikTboBux cyrnobis 1
KicTok
Lnpoka rpyaHa Knitka 2 MikporHatisa 1
YncneHHi nirMeHTHI HeByCY Ha
WIKIpi 2 MNMopyLweHHA Npukycy 1

BKJIIOYHO) Ta nybeptaTtHoro (12-17 pokiB BKIOYHO)
BiKy. KpuTtepii BM3HayeHHA  KNiHIKO-TeHeTUYHUX
BapiaHTIB  Bigpi3HATbCA B AonybepTaTHOMY i
nybeptatHomy nepiofgax. B gony6eptatHomy nepiogi
OCHOBHUMW BYNM CTYMiHb 3aTPMMKM POCTY Ta HAABHICTb
bEeHOTUNOBUX 03HAK CMHAPOMY — XapaKTePHUX CTUMM
ansembpioreHesy, ix 3HauywicTb B 6anax (1abn. 1), a B
ny6epTaTHOMY — CTYNiHb 3aTPMMKM POCTY Ta HAABHICTb
O3HaK  CaMOCTIMIHOrO  CMAPaBXHbOro  CTaTeBOro
PO3BUTKY.

Ana xBopux ponybeptaTHOro BiKy BU3Ha4YeHO 6
KNiHIKO-reHeTUYHKX BapiaHTiB cuHapomy (Tabn. 2):

- Al1a - 3aTpumka B 3pocTi = (-)3 SD (HaHi3m) y
NOEAHAHHI 3 HAABHICTIO (EHOTMMOBUX O3HaK  3i
3HaUYUMICTIO = 6 baniB;
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- 016 - 3atpumka B 3pocTi = (-)3 SD (HaHi3m) y
NOEAHAHHI 3 HAABHICTIO (EHOTMMOBUX O3HaK  3i
3HaUYMMICTIO = 6 6anis.;

- 02a - 3atpumka B 3pocTi Big = (-)2 < (-)3 SD
(cybHaHi3M) y MO€fHaHHI 3 HasBHICTIO PpEeHOTMNOBMX
O3HaK 3i 3HaUMMicTIO = 6 6anis.;

- 26 - 3aTpumka B 3pocTi Big = ()2 < (-)3 SD
(cybHaHi3M) y MO€fHaHHI 3 HasBHICTIO PpeHOTMNOBMX
O3HaK 3i 3HaUMMicTIO < 6 6anis.;

- [3a - 3aTpumka B 3pocTi Jo (-)2 SD y noegHaHHi
3 HAABHICTIO GEHOTUMNOBUX O3HaK 3i 3HAUMMICTIO = 6
6anis;

- 136 - 3aTpumka B 3pocTi Ao (-)2 SD y noeaHaHHi
3 HAABHICTI0O GEHOTUMNOBUX O3HaK 3i 3HAUMMICTIO < 6
6anis.
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Tabnuusa 2

XapaKrepuctuka KniHiko-reHeTuuHux BapiaHtie CT y giteii fony6epraTHOro Biky

. (MeHOTUNOBI 03HaKMN .
BapiaHTtn 3aTpumKa 3pocTy Kapiotun (yactoTa)
(6anu®)

45,X (53,50%); 45,X/46,XX (22,30%);
Ata 235D =6 CA-X (24,20%)

45,X (14,29%); 45,X/46,XX (42,86%);
hie >3SD <6 CA-X (42,86%)

45,X (68,42%); 45,X/46,XX (15,79%);
O2a >2-<3SD 26 CA-X (15,79%)

45,X (37,50%); 45,X/46,XX (12,50%);
26 >2-<3SD <6 CA-X (50,00%)

45,X (9,60%); 45,X/46,XX (40,30%);
H3a 0-<2SD 26 CA-X (50,10%)
36 0-<2SD <6 45,X/46,XX (100%)

Mpumeyanus: 1. * — cyma 6anie peHomunosux o3Hak CT, AKi oyiHorome 32i0H0 3 mabn. 1. 2. CA-X - cmpykmypHi aHomanii

Xxpomocomu X.

Ana xsopux i3 CT nybepTaTHOro BiKy BUAINEHO iHLWI 6
KNiHiKO-reHeTUYHUX BapiaHTiB (Tabn. 3):

- M1a - 3aTpumka B 3pocTi = ()3 SD (HaHi3m) i
BiACYTHICTb CaMOCTINHOrO CNPaBXHbOro CTaTeBOro
po3suTky (Ma-, Me-);

- M6 - 3aTpumka B 3pocTi = (-)3 SD (HaHi3m)
Yy TMOEAHAHHI 3 HaABHICTIO O3HaK CaMOCTIHOro
CNPaBXHbOro CTaTEBOrO PO3BUTKY, @ Came: 36i/ibLLeHHSA
MOJIOYHUX 3a/103 i MOABAa MEHCTPYaLii BY4acHO abo i3
3ani3HeHHAM;

- M2a - 3atpumka B 3pocTi Big = (-)2 < (-)3 SD
(cybHaHi3m) i BigCYTHICTb O3HAK CaMOCTIMHOrO
CNpPaBXHbOro CTaTeBOro po3BuTKy (Ma-, Me-);

- M26 - 3aTpumka B 3pocTi Big = ()2 < (-)3 SD
(cybHaHi3M) i HasBHICTb 0O3HaK CaMOCTIMHOro
CNPaBXHbOro CTaTEBOIO PO3BUTKY, @ Came: 36i/ibLLeHHSA
MOJIOYHUX 3a/103 i MOABAa MEHCTPYaLil BY4acHO abo i3
3ani3HeHHAM;

- M3a - 3aTpumka B 3pocTi o (-)2 SD i BigcyTHicTb
0O3HaK CaMOCTINHOro CNPaBXHbOrO CTAaTEBOr0 PO3BUTKY
(Ma-, Me-);

- M36 - 3atpumKa B 3pocTi go (-)2 SD i HaABHicTb
O3HaK  CaMOCTIMHOIrO  CMpPaBXHbOro  CTaTeBOro
PO3BUTKY, @ Came: 36iNbLIEHHA MOJTOYHKIX 33103 i MOABa
MEHCTPYaLili BY4acHO abo BiACTpoYeHoO.

Tabnuys 3

XapakTepucTuka KniHiko-reHeTuuyHux BapiaHTiB CT y gliTeir ny6epratHoro Biky

BapiaHTun 3aTpuMKa 3pocTy OO CECETT) KapioTun (4actoTa)
(6anu*)
Mla >3SD Ma-/Me- 45X (551932/2)_;)??;((){;2;3( (23,73%);
M2a >2-<35D Ma-/Me- 45X (53'82?2;(4;;2 46%)( (7,69%);
N6 >2-<35D Ma+/Me+/- 45X (18,1 82%;?;;{ ;;;j)x (54,55%);
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M3a 0-<2SD

Ma-/Me-

45,X/46,XX (20,00%); CA-X (80,00%)

M36 0-<2SD

Ma+/Me+/-

45,X/46,XX (75,00%); CA-X (25,00%)

NMpumeyanus: 1. Ma- — 8iocymHicme po3sumky MOI04HUX 3a103; 2. Ma+ — 36inbweHHA Moa04HUX 3a/103 8i0 Ma2 0o Ma4
3a Tanner; 3. Me- — 8iocymHicme camocmitiHux meHcmpyayiu; 4. Me+ — HasgHicmb camocmiliHux meHcmpyayiti 8io Me2 0o
Me4 3a Tanner; 5. Me+/- — HaseHicmb camocmitiHux meHcmpyayiti 8i0 Me2 0o Me4 3a Tanner 8 cmpok abo 8iocmpoyeHo6.

CA-X — cmpykmypHi aHomanii xpomocomu X.

Hanuactiwe B giten gonybeprtatHoro Biky i3 CT
BM3Hayanwu BapiaHTn [1a i [2a, Hanpigwe — BapiaHT
136 (pnc. 1).

5,26 2,63

T

28,95

28,95

18,42

Puc. 1. Po3no0in kniHiko-zeHemuy4Hux eapiaHmie CT y 0imeti
donybepmamHozo 8iKy (% 8i0 3a2asnbHOI KinbKocmi xgopux
Ub020 8iKy).

Hanbinblwyuyactky cepepnpisuatizCT gonybepTaTtHoOro
nepiofly cknagatoTb AiTL i3 HaHi3MOM i cybHaHi3MoM Ta
3 HAABHICTIO GEHOTUNOBUX O3HaK 3i 3HAYMMICTIO = 6
6aniB, HaMeHLLY — i3 3aTPUMKOI 3POCTY 1 HaABHICTIO
$EeHOTMNOBUX 03HAK 3i 3HAUMMICTIO < 6 6aniB.

Cepepn pitenn ponybepTaTHOro BiKy 3 KAiHiKO-
reHeTMYHMMM BapiaHTamm [11a i [l2a Hanbinbla yacTka
XBOPUX Mana Kapiotmn 45X, AKNA B UUX KIiHIKO-
reHeTUYHUX BapiaHTax 3ycTpivyaBCcA  [JOCTOBIPHO
yacTiwe, HiX B iHWMX BapiaHTax (p <0,05). Kapiotun
45,X/46,XX [OCTOBIPHO YacTille 3ycTpivaBca y KIiHiKo-
reHeTuyHomy BapiaHTi 116 (p <0,05), HiX B iHWWMX, a
BapiaHT [36 6yB npencTaBneHUN TiNbKM MO3aiyHUM
Kapiotunom. CTpyKTypHi aHomanii xpomocomu X
JOCTOBIPHO YacTile 3ycTpivanmcb y XBOPUX 3 KNiHiKO-
reHeTMYHMMM BapiaHTamm [26, 13a (p <0,05) (puc. 2).

A26

Aza

ni6

Ala

1

m45.X

@453/ 46, XX

E CTPYETVPHI AHOMATL XPOMOCONIT X

Puc. 2. Yacmoma pi3Hux Kapiomunis y Mexax K/iHiKo-
2eHemuyHux eapianmis CT y dimeli 0onybepmamHo20 8iKy
(%).
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B nybepTtaTHOMy nepiofi cepep KNiHiKO-reHeTUYHUX
BapiaHTIB Hambinblly yacTKy 3aMiMa€e rpyna pisuat i3
HaHI3MOM | BiACyTHicTIO cTaTeBoro po3sutky (M1a),
peLuTa BapiaHTiB 3yCTpivaloTbCA 3HAYHO pigLue (puc. 3).
MNpuBepTaeyBary HaABHICTb cepef xBopux i3 CT KniHiKo-
reHeTUYHOro BapiaHTY i3 HE3HAUYHOIO 3aTPUMKOLO POCTY
Ta CpPaBXHIM CAaMOCTINHMM CTaTEBUM PO3BUTKOM.

BIilla
allr1o
Oll2a

16,06

ar2o

1095 % Oll3a

HII36

Puc. 3. Cnekmp KniHiko-eeHemu4Hux eapiaHmis CT y xgopux
ny6epmamHoezo 8iky (%).

Y xBopux ny6epTaTHOro BiKy 3 Hanbinbl 3HaYHUMK
npoasamu CT (KniHiko-reHeTuuHi BapiaHTh l1a, M2a)
JOCTOBIPHO vacTile peecTpyBann Kapiotun 45X, Hix
3 MEeHWWMM CTyrneHem 3aTPUMKU POCTY i HaABHICTIO
O3HaK camocTiiHoro ctatesoro po3sutky (M126) (p
< 0,05). BaxxnnBo Big3HauuTK, WO B AiTEN 3 KIiHIKO-
reHeTUYHUMM BapiaHTaMK i3 HE3HaYyHOK 3aTPUMKOLO
poCTy He criocTepiranu Kapiotuny 45,X, 3a HaABHOCTI
O3HaK camocTiiHoro ny6epraty ([136) pocToBipHO

yacTiwe, HiPK B iHWWX BapiaHTax 3ycTpivascA

XPOMOCOMHUI Mo3aium3m (p < 0,05), a y BunNagky
n3s /.‘ 25,00 [ 25,00 [
N3 4m L 80,00 ¥
n26 m 3458 L 2527 )
o | Y )
A 00 Ty S —
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Puc. 4. Yacmoma kapiomunia y xgopux i3 CT nybepmamHozo
8iKY 3 pi3HUMU KJliHIKO-2eHemuYHUMU 8apiaHmamu (%).
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BiACYTHOCTI cTaTteBOro po3sutky (M13a) — CTPYKTYpHi
aHomanii xpomocomm X (p < 0,05) (puc. 4):

Locnig»eHHA COMaTOTPOMHOT QYHKLITY AiTEN B MEXKaX
rpyn i3 pisHUMK KNiHIKO-TEHEeTUYHMMW BapiaHTamu
MOKasano HasABHICTb YacTKoBoro abo MNoBHOro
gediumty CTT B pgonybepTaTHOMY i nybGepTaTHOMY
Billi TiNMbKM Yy pasi HaABHOCTI 3aTPMMKMK POCTY, WO
nepesuLye 2 SD (HaHi3m i cyGHaHi3M). Y rpynax XxBopux
i3 HE3HAYHOI HU3bKOPOCNICTIO COMATOTPOMHA PYHKL A
6yna He3miHeHO1 (puc. 5, 6).
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Puc. 5. CmaH comamomponHoi ¢pyHKyii 8 die4am i3 CT
ny6epmammHo20 8iKy 8 MeXax KiiHiko-eeHemu4Hux 2pyn (%).

NocToBipHOoi pi3Huui piBHA IOP-1y aiTel, Aki BxoaaTb
[0 Pi3HVIX KNiHIKO-FeHETUYHUX TPy, BUABJIEHO He 6yno
(p >0,05).

3a HawuMmM paHuMmM B YKpaiHi BIiK Maui€HTIB Ha
noyaTok nikyBaHHA pl'P cknagae B cepegHbomy 11,74
+ 3,79 poky. JlikyBaHHsA gisuart i3 CT pl'P po3nounHanu
B 48,14% Bunagkis y Biui go 12 pokis 1a y 51,85%
BMNagKiB y BiLi noHag 12 pokis [18].
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Puc. 6. CmaH comamomponHoi ¢pyHkUii 8 0iguam i3 CT
donybepmamHo20 8iKy 8 MeXax KJiHiKO-2eHemu4yHuX 2pyn
(%).

AHanisyloun  epeKTVBHICTb  NiKyBaHHA  XBOPUX
Jony6epTaTHOrO BiKY 3 Pi3HUMU KIiHIKO-TeHETUYHUMMN
BapiaHtamn CT, Bu3HauyeHo, wo SD 3pocTy HanpuKiHUi
nikyBaHHA npenapatamu pI'P B ycCix KniHiKo-reHeTU4Hmnx
BapiaHTax [OCTOBIpHO Bifpi3HAEeTbCA Big SD 3pocty
o nikyBaHHA (Tabn. 4). Y rpyni 136 nponikoBaHo 1
AiBUMHY.

Cepep piteli nybeptaTHOro BiKy [OCTOBIpHiCTb
pisHuui SD 3pocty Ao Ta HanpuKiHui NikyBaHHA
BigMiYanu TiNbKW B KNiHIKO-TeHeTUYHMX BapiaHTax
M1a, M16 i M2a, TO6TO 3a HAABHOCTI Y XBOPUX HaHi3My
Ta Cy6GHaHi3My B MOE€AHaHHI 3 BIiACYTHICTIO O3HaAK
camocTilHoro ny6epTarty (p < 0,05).

Heo6xigHo 3a3HaunTy, WO y BapiaHTax 3 HE3HAYHOIO
3aTPVIMKOIO POCTY Ta HAABHICTIO O3HaK CaMOCTIMHOrO
ctateBoro po3suTtky (M3a, M36) 3miHn SD 3pocty
HanpuKiHUi  NiKyBaHHA  BUABUINCA  CTAaTUCTUYHO
HegocToBipHMMM (p >0,05) (Tabn. 5).

Tabnuusa 4

SD 3pocTy giBuar 3 pisHUMU KniHiKo-reHeTMYHUMUK BapiaHTamu CT gony6epTaTHOro Biky Ao Ta HanpuKiHLi niKy-
BaHHA npenapatamu pI'P (Me [25; 75])

KniHiko- H e
reHeTnYHun o nikyBaHHA BUPURIHIIEIIKY; .
BapiaHT BaHHA
Ala(n=22) (13,50 [(-)4,00; (-3,30] | (-)3,14[(-)3,86; (-)2,23] 0,04
116 (n=6) (-)3,20[(-)3,80; (-)3,04] | (-)3,10[(-)3,96; (-)2,11] 0,02
[O2a (n=16) (12,40 [(-)2,60; (-)2,00] | (-)1,97 [(-)3,07; (-)1,36] 0,003
A26 (n=7) (12,50 [(-)2,90; (-)2,10] | (-)1,32 [(-)2,24; (-)0,61] 0,001
A3a (n=5) (91,60 [(-)2,90; (2,101 | ()1,10[(-)1,50; (-)0,34] 0,02
36 (n=1) (1,32 (-)0,85
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Tabnuua 5

CTyniHb 3aTpuMKM 3pocTy (SD) giBuaT ny6epraTHoro BiKy i3 pisHUMM KniHiKo-reHeTMYHMMK BapiaHTamu CT nepep
Ta HanpuKiHui nikyBaHHa pl'P (Me [25; 75])

KniHiko- H e
reHeTU4YHMNIN [lo nikyBaHHA anpuKIHLLAIKy P

BapiaHT BaHHA

M1a (n=18) (-)3,80 [(-)4,30; (-)3,40]1 | (-)3,30 [(-)4,00; (-)3,10] 0,03
MN16 (n=6) (-)3,50 [(-)4,10; (-)3,00] | (-)3,20[(-)3,90; (-)2,70] 0,001
M2a (n=5) (1)2,70[(-)2,80; (-)2,20] | (-)2,10[(-)2,50; (-)2,00] 0,04
MN26 (n=4) (-)2,50[(-)2,70; (-)2,10] | (-)2,30[(-)2,60; (-)2,00] 0,8
MN3a (n=3) (-)1,80[(-)1,90; (-)1,20] | (-)1,70[(-)1,80; (-)1,10] 0,5
MN36 (n=3) (1,80 [(-)1,90; (-)1,20] | (-)1,70[(-)1,80; (-)1,20] 0,6

BpaxoBytouw, Lo y pa3i noyaTKy flikyBaHHA XBOPUX Ha
CT npenapatamu pl'P y Biui nicna 12 pokis, yepes ognH
piK nicnA nikyBaHHA BiACYTHI CTaTUCTUYHO 3HauyLLi
NONINWEeHHA WBUAKOCTI POcTy i 3MiHK SD 3pocTy, Ha
TN NPOrpecyyoro ynoBiNbHEHHA LWBNAKOCTI PoOCTy
3 BiKOM, MW BBa>KaEMO CNPUATINBMAM PaHHIA NOYaToK
nikyBaHHA gisyat i3 CT npenapatamu pl'P Ha BigmiHy
Bifj MoyaTKy nikyBaHHA AiTe nicna 12 pokis, Wo
nNpu3BoANTb [0 36epiraHHA HU3bKOPOCNIOCTI XBOPUX i
YHEMOXVBIIOE AOCATHEHHA COLUianbHO NPUAHATHOrO
iX gediHiTMBHOrO 3pOCTYy.

OpgHak 3a HawvMn JaHUMW JiB4yaTam BiKOM NoHag
12 pokiB 3 HaHi3MOM i cyGHaHiI3MOM Ta BiACYTHICTIO
03HaK CaMOCTIHOrO CTaTeBOro pPO3BUTKY (KNiHiKo-
reHeTUYHUI BapiaHT 13, 2a), a TakoX 3 HaHi3MOM
i HaABHiCTIO camocTiiHoro ny6epTaty (KniHiko-
reHeTUyHMin BapiaHT [116) Npu3HayeHHA NiKyBaHHA
npenapatamun plP € BunpaBgaHUMm, HaBiTb Yy pasi
nisHboro Moro nouatky (tabn. 5). B paHomy Bunagky
XBOpa He [JoCArHe couianbHO MPUMHATHOIO 3pOCTY
B [OPOC/AIOMY BilUi, ane CTyniHb 3aTPUMKK 1T 3pOCTy
3MEHLWNTbCA BIAHOCHO OAHONITKIB, WO MNO3UTUBHO
NO3HAUMUTbCA Ha MCUXONOMYHOMY CTaHi. Y KniHiko-
reHeTUYHNX BapiaHTax i3 HE3HAaYHOIO 3aTPUMKOLO POCTY
(M3a, M36) Ta cybHaHi3MOM Yy NOEAHAHHI 3 HaABHICTIO
CaMOCTilHOro cTaTteBoro po3sutky ([126) ni3sHin
nouyaTok NiKyBaHHA He npu3Bege A0 edeKTMBHOro
36inbLIeHHA 3pocTy (Tabn. 5).

Takmm 4MHOM, MW BBaXa€Emo, WO nig yac
npu3HayeHHA npenapaTis plP ana nikyBaHHA giBuyat
i3 CT Heob6XigHO BMKOPWCTOBYBATW iHAMBIAYaNbHUNA

KniHiYHa eHQoKprHoNoria Ta eHaoKprHHa Xipypria 1 (s7) 2017

nigxig, AKUN 3anexnTb Bif CYKYMHOCTI YMHHMKIB, a
came: BiKy Ha MoyYaTKy NiKyBaHHA, CTYNeHA 3aTPUMKK
pOCTY, HaABHOCTI CaMoOCTiiHOro nyb6epTaTty, cTaHy
comMaToTpOoMNHOI GYHKUIT rinodisa.

Ha Hawy pgymky, pisuatam i3 CT nyb6epTaTHOro
BiKY 3a HAABHOCTI HaHi3My W” cy6HaHi3mMy Ta
BiJCYTHICTIO O3HaK CaMOCTIIHOrO CTaTeBOroO PO3BUTKY
(kniHiko-reHeTnuHi BapiaHTh [1a, M2a) n HaHi3my
3 camocTiiHum nybeptaToM  (KNiHIKO-reHeTUYHNIA
BapiaHT [116) npu3HayeHHA npenapatiB plP Aana
NiKyBaHHA € BUNPaBAaHMM, HaBiTb y pa3i NOro novaTtky
B nybepTaTtHOMYy Biui. HaBnaku, nikyBaHHA pl'P xBopux
i3 CT nybepTaTHOro BiKy, AKMX BigHECEHO O KMiHiKO-
reHeTMYHMX BapiaHTie 126, M3a, MN36 3 HopmanbHO
comatoTpornHol  ¢QyHKuielo  rinodiza, BBaXaemo
HeaouinbHNM.

3a HaasHocTi gediuuty CTT nikyBaHHA NpenapaTtamm
pl'P o6rpyHTOoBaHO NposoanTu B f03i 0,03 mMr/kr/noby 3
KOpeKLi€lo ii B pa3i noTpebun KoXHi 6 MicALiB NpoTArom
nikyBaHHs. ligcTaBoto Ana Lboro € NpoBeAeHn Hamm
aHani3 nikysaHHAa pisuat i3 CT Ta pgediumtom CTT
npenapatamu plP B go3i 0,03 mr/kr/go6y. WWeuakictb
pPOCTY B LMX XBOPUX 3a OAWH Pik cknagana 6,82 [5,30;
7,20] c™m i BOCTOBIpHO He BiApi3HANach Bi WBMAKOCTI
pocty y rpyni agisyat i3 CT aHanoriyHoro BiKy, AKi
oTpumyBanu nikyBaHHA pl'P B 3BmnyanHin gosi 0,05 mr/
Kr/poby - 7,25 [5,50; 8,00] cm (p >0,05) [18].

BUCHOBKU

1. Bu3HauyeHi HamMm KNiHIKO-reHeTUYHi BapiaHTU
CT y piBuat gonyb6epTaTtHoro i ny6epraTHOro BiKy, B

57



OPUTHANBHE JOCIAMXEHHA

OCHOBY AKMX 3aNieXXHO Bif BiKYy MOKNageHo CTyniHb
3aTPVIMKM  POCTY, HAaABHICTb O3HaK CaMOCTINHOro
CNpaBXHbOro CTaTEBOrO PO3BUTKY, OanbHy OLiHKY
CTUrM AausembpioreHesy, MOXyTb BUKOPUCTOBYBATMCA
O PaHHbOI AiarHOCTUKKW NaTONOrii, @ TakoX BMGOpY
iHanBigyanbHoro nigxoay o tepanii plh.

2. Hambinbla kinbKicTb xBopux ponyb6epTaTHOro
BiKY, B AKUX giarHoctoBaHo CT, MaloTb O3HaKM KIiHiKO-
reHeTnyHoro BapiaHTy [1a (HaHi3m y no€fHaHHi 3
$EeHOTMNOBUMIN O3HaKaMKM 3i 3HaYMMIcCTIO = 6 6anis),
B AKOMY OCHOBHa 4acCTKa XBOpPWUX Ma€ Kapiotun
45,X, HalIMeHLla 4YacTKa — XapaKTepUCTUKN KAiHIKO-
reHeTuyHoro BapiaHTy [36 (3aTpumka 3pocTy B
NOEAHAHHI 3 GEHOTUNOBUMWN O3HaKaMW 3i 3HAYMMICTIO
X 6 6aniB) i Aki MatoTb KapioTnn 45,X/46,XX.

3. Hambinbla vacTka XxBOpux ny6epTaTHOro BiKY,
B AKX piarHoctoBaHo CT, MaloTb O3HAKM KIiHIKO-
reHeTnyHoro BapiaHTy lM1a (i3 HaHi3MOM i BigCyTHICTIO
O3HaK  CaMOCTIIHOrO  CMAPaBXHbOro  CTaTeBOro
po3BUTKY) i KapioTnn 45X, HanmeHLWa — KOMMNOHEHTK
KniHiko-reHeTMyHoro BapiaHTy [36 (i3 3aTpuMKolo
POCTY i 03HaKaMM CaMOCTINHOrO CTaTEBOrO PO3BUTKY).

4, YactkoBuin abo noeHuin gediunt CTI BuABneHO
nuuwe B 35,65% xBopwux Ha CT pi3HOro BiKy, AKi BXOAATb
[0 KNiHIKO-reHeTUYHNX BapiaHTiB i3 HAABHICTIO HaHi3My
i cybHanismy (O1a — 126, N1a - 126).

5. fisuatam i3 CT nybepTaTHOro BiKy 3a HaABHOCTI
HaHi3My © cy6GHaHi3My npu BiACYTHOCTI O3HaK
CaMOCTIMHOrO  CTaTeBOro  pPO3BUTKY  (KNiHiKo-
reHeTUYHi BapiaHTy [M1a, MN2a), a TakoX i3 HaHi3MOM
Ta CamMocCTiHMUM nybepTaToM (KNiHIKO-reHeTUYHUN
BapiaHT [116) npu3HayeHHA npenapatiB plP Aans
NiKyBaHHA € BUMNpaBAaHNM, HaBiTb Y pasi Ni3HbOro 1oro
noyarky.

6. JlikyBaHHA npenapatamu plP xBopux i3 CT
nybepTaTHOro BiKYy 3 HOPMaNbHOK COMATOTPOMHO
oyHKUiero rinodiza, AKMx BigHeceHO [0 KAiHiKo-
reHeTuyHmx BapiaHTiB 26 (cybHaHi3m i HaABHicTb
O3HaK  CaMOCTIIHOrO  CMAPaBXHbOro  CTaTeBOro
po3BuTKY), l3a (3aTprMKa poCTy Ta BifCYTHICTb O3HaK
CaMOCTIMHOIO CMPaBXHbOro CTaTeBOr0 PO3BUTKY),
M36 (3aTpyMKa pPOCTYy Ta O3HAKU CaMOCTIHOIO
CNpPaBXHbOro CTaTeBOro PO3BUTKY), € HEAOLINbHNM.
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PE3IOME

KniHiko-reHeTn4Hi BapiaHTn cungpomy TepHepa Ta
0o6r'pyHTyBaHHA BU6OPY iX NiKkyBaHHA
H.b. 3eninceka, I.10. Lllegyerko, €.B. no6a

Bctyn. OCHOBHMM KNiHIYHMM NPOABOM CUHAPOMY
TepHepa (CT) € HM3bKOPOCNICTb, AKY COCTepiralnTb y
98-100% xBopwux. 3a KapioTuny 45,X y giB4yat BTOPUHHI
CTaTeBi O3HaKM He PO3BKBAIOTbCA, MOXe ByTW pi3HWIA
CTYMiHb 3aTPUMKM IXHbOTO PO3BUTKY Y pasi Mo3aiLn3my.
®eHoTnnosi npoasy CT maloTb 3HaUYHY BapiaTUBHICTb
3a pi3HMX BapiaHTIB KapioTuny, WO YCKNagHIoE
AiarHOCTUKY, 0cobn1BO, y pasi Mo3aiun3my. Y 4OCTYNHil
niTepatypi Hema€ [aHuX LWOAO iHAWBIAYanbHOro
nigxogy QAo npu3HadeHHA Tepanil npenapatamu
peKomMbiHaHTHOro ropmoHry pocTy (pl'P) gisuatam iz CT.

MeTta gocnig»KeHHA — BU3HAUUTU KIiHIKO-TeHEeTUYHI
BapiaHTn CT y giBuyaT gonybeptaTtHoro i nybepTatHoOro
Biky i ocobnusocTti ix ¢i3myHoro, cTaTeBoro
PO3BUTKY, COMATOTPOMHOI QYHKLii ANnA BM3HAYEHHA
iHOMBIAYaNbHMX MOKa3aHb O FOPMOHaNbHOI Tepanii
pOo3nafiB pocTy i CTaTEBOrO PO3BUTKY.
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Marepianu i metoau. [TpoBefeHo aHani3 peectpy,
[0 AKoro ysinwnm 566 aitenn i3 CT 3a 12 pokis. Takox
npoBefaeHe aeTanbHe obcTexeHHA 150 gisuat iz CT, nig
yac Akoro BrBYanu deHoTnnosi Npoasy CT, NoKasHUKM
¢$i3nyHOro i cTaTeBOro Po3BUTKY, CTaH COMATOTPOMHOI
OyHKUji, ebeKTUBHICTb NiKyBaHHA AiTel pi3HOro BiKy
npenapatamu plP.

Pe3ynbratm Ta 06roBopeHHsA. Bu3HaueHo KniHiko-
reHeTnuHi BapiaHTu CT B giByaT pgonybepTaTtHOro
i nybeptaTtHoro BiKy. Hambinbluia KinbKicTb XBOPUX
pony6eptatHoro BiKy 3 CT MaloTb HaHi3M Y NOEAHaHHI
3 $eHOTUNOBUMM O3HaKaMM BUCOKOI 3HAYMMOCTi Ta
Kapiotun 45,X, HaiMeHla YacTKa — 3aTPUMKY POCTy
B MOEAHaHHI 3 GEHOTUMOBUMW O3HaKaMW HU3bKOI
3HauuMmicTi Ta Kapiotmn 45,X/46,XX. Hanbinbwa
YyacTka xBopux nybepTaTHOro Biky 3 CT MaloTb HaHi3M
3a BIACYTHOCTI O3HaK CaMOCTIMHOrO CrpaBXHbOro
CTaTeBOro PO3BUTKY i Kapiotun 45X, HanmeHwa -
3aTPUMKY POCTY i O3HaKM CaMOCTIMHOro CTaTeBOro
PO3BUTKY.

YacTtkoBun abo nosHui gediunt CTI BuABNEHO B
35,65% xBopux Ha CT pi3HOro BiKy, AKi BXogATb A0
KNMiHIKO-TeHEeTUYHNX BapiaHTIB i3 HAABHICTIO HaHI3MY i
cy6HaHi3Mmy.

BucHoBKM. KniHiko-reHeTuyHi BapiaHTn CT MOXYyTb
BUKOPUCTOBYBATUCA  ANA  PaHHbOI  [iarHOCTUKK
naTonorii, a TakoX BUGOPY iHAMBIAYyanbHOro nigxogy
po Tepanii pl'P. fiuatam i3 CT nybepTaTHOro BiKy 3a
HaABHOCTI HaHi3My 1 cyOHaHi3My npu BigCyTHOCTI
03HaK CaMOCTIMHOro CTaTeBOro PO3BUTKY a TaKoX i3
HaHi3MOM Ta CaMOCTIHMM NybepTaToM Mpr3HaYeHHA
npenapartis pl'P ona nikyBaHHA € BMNpaBAaHWM, HaBiTb
y pa3i Ni3Hboro noro novatky. JlikyBaHHA npenapatammu
plP xBopux i3 CT nybepTaTHOro BikKy 3 HOpPMasbHO
COMATOTPOMHOW QyHKLUi€Elo rinogiza, cybHaHi3MOM
i HaABHICTIO O3HaK CaMOCTINHOrO CrpaBXHbOro
CTaTeBOro PO3BUTKY, @ TaKOX i3 3aTPUMKOIO POCTY
3a BiACYTHOCTIi abo HaABHOCTI O3HaK CaMOCTINHOro
CNpPaBXHbOro CTAaTEBOIO PO3BUTKY € HeAoUiNbHUM,
OCKiNIbKM Mi3HI NOYaToK NiKyBaHHA He npu3Bede [0
epeKTMBHOrO 36iNbLUeHHA 3pOCTY.

Kniouosi cnosa: cnHgpom TepHepa, giTv, KapioTtun,
3aTpUMKa pOCTYy, CTaTeBUN PO3BUTOK, KAiHIiKO-
reHeTUYHi BapiaHTW.

PE3IOME
KnnHuko-reHeTn4ecKne BapuaHTbl CMHAPOMA
TepHepa n 060cHOBaHUe Bbi6opa NX NieyeHus
H.b. 3enunckasn, U.10. LLlesyeHko, E.B. Ino6a

BBeaeHune. OCHOBHbIM KIMHNYECKUM NPOAB/IEHNEM
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cnHpapomMa TepHepa (CT) aABnAeTcA HU3KOPOCNOCTb,
KoTopylo HabnogaoT y 98-100% 6onbHbIx. [pw
Kapuotnne 45 Xy neBoyeKk He pa3BUBAOTCA BTOPUYHbIE
NMosioBble MPMW3HAKW, MOXET ObiTb pa3HasA CTeneHb
3afepPXKKN MX Pas3BUTUA B Cjlyyae Mo3auumsma. lMpu
Pa3nNnyYHbIX BapuaHTax Kapuotuna ¢eHoTunuyeckne
nposasneHna CT MeIoT 3HaUNTENbHYI0 BapaTUBHOCTb,
yTO 3aTPYAHAET AMArHOCTUKY, OCOOEHHO B cCJlyyae
Mo3avum3Ma. B goctynHom nutepatype HeT AaHHbIX
OTHOCUTENBHO  MHAMBUAYANIbHOrO  noaxoja K
Ha3HayeHuo TepanMMnpenapaTamm PEKOMOVMHAHTHOTO
ropmoHa pocra (pl'P) peBoukam c CT.

Lenb wnccnepoBaHusa - OMpefennTb  KINHUKO-
reHeTuyeckne BapuaHTol CTy feBoyekgonybepTaTHOro
n nybepraTHOro Bo3pacTa M OCOOEHHOCTU UX
$13MYeCcKoro, MONOBOrO pPas3BUTUA, COMATOTPOMHOM
OYHKUMM C Lenblo OnpepeneHnsa WHAUBUAYANIbHbIX
NMOKa3aHWN K Ha3HauyeHMI0 FOPMOHANIbHOM Tepanuu
PacCTPOWCTB POCTa U MONOBOrO Pa3BUTKA.

Martepuanbi n metopbl. [IpoBefeH aHanNu3 peecTpa,
B KoTopbin Bownu 566 geten ¢ CT 3a 12 net. Takxe
npoBedeHo AetanbHoe obcnepgoBaHme 150 geBouvek
¢ CT, BO BpemA KOTOPOro mayyanu GpeHoTUnmyeckmne
nposAsneHna CT, noka3atenu Gpn3nMyYecKoro 1 nosoBoro
pa3BUTMA, COCTOAHME COMATOTPOMHOW  QYHKLUMU,
3pPeKTUBHOCTb fleyeHUsa fdeTeli pa3HOro BO3pacTa
npenapatamu plP.

Pesynbratbl u  o6cyxpeHue. OnpepgeneHbl
KNMVHNKO-reHeTuyeckne BapmaHtel CT y pgeBouek
ponybepraTtHoro n nybepTaTHOro BO3pacTa.

Haunbonbliee konnuectBo 6OJbHBIX AOMyb6epTaTHOro
Bo3pacta ¢ CT wMmeT HaHM3M B COYeTaHUU C
dbeHoTUNUYECKUMUN NpoABAEHNAMU BbICOKOW
3HAYMMOCTU U Kapuotun 45,X, HauMeHbllaa gonsa —
3aflepKKY POCTa B COYETaHMM C PEHOTUMUNYECKMMU
npu3HakamMyu HU3KOM 3HAYMMOCTM W  KapuoTun
45,X/46,XX. HanbonbLwas gona 60nbHbIX Ny6epTaTHOro
Bo3pacTa ¢ CT nMeloT HaHN3M 1 OTCYTCTBME MPU3HAKOB
CaMOCTOATENIbHOIO MCTUHHOIO MOJIOBOrO  Pa3BUTUA
1 Kapnotun 45,X, HanmeHblaa — 3afepXKy pocTa u
NPW3HaKN CaMOCTOATENIbHOIO MOMIOBOrO PAa3BUTKA.

YacTnuHbd vnu nonHbin gepuumt CTI BbiABREH Y
35,65% 60onbHbix ¢ CT pa3HOro Bo3pacTa, BXogsaLmX
B KIVHUKO-TEHETUYECKNE BapUaHTbl C HanUymMem
HaHM3Ma 1 cybHaHM3Ma.

BoiBOogbl. KnuHuKo-reHeTnuyeckue BapuaHtol CT
MOTYT WCNONb30BaTbCA AJ1A PaHHEN [UarHoCTUKK
natofiorMy, a Takke BblboOpa WHAMBUAYANbHOrO
nogxopa K Tepanuu plP. leBoukam c CT nybepTaTHOro
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BO3pacTa MNPV HanMuMuM HaHM3Ma U CybHaHM3Ma U
OTCYTCTBMM MPU3HAKOB CaMOCTOATENbHOIO MOJSIOBOrO
pPa3BUTKA, @ TakKXkKe C HAHM3MOM U C CaMOCTOATEIbHbIM
ny6epTaTom Ha3HayeHve npenapaToB plP ana neyenus
HU3KOPOCNOCTN ONpPaBAaHo, Aaxke B C/lyyae No3gHero
€ro Hauana. fBnseTca HeulenecoobpasHbiM feyeHue
npenapatamu plP 6onbHbix ¢ CT nybepTaTHOro
BO3pacTa C HOPMaNbHOWM COMATOTPOMHON GyHKLMEN
rmno¢usa, Ccy6HaHM3MOM W HalN4yMemM MNpPU3HAKOB
CaMOCTOATENIbHOrO MOJIOBOMO  PasBUTUA, a TakXke
C 33[epXKKOW pOCTa U OTCYTCTBUEM WM HanUumMem
NPW3HAKOB CaMOCTOATENbHOIO MOSIOBOrO Pa3BUTKA,
NOCKOJIbKY MO3JHee Hayano fieyeHna He npusedeT K
3¢ GeKTUBHOMY YBEIMYEHUIO POCTA.

KnioueBble cnoBa: cuHApoOmM TepHepa, [Jemw,
KapuvoTun, 3afep)kka pocCTa, MNOJIOBOE pa3BUTUE,
KIUHWKO-TeHETMYECKNE BapUaHTbI.

SUMMARY
Clinical and genetic variants of Turner syndrome
and the rationale for the choice of their treatment
Zelinska NB, Shevchenko IYu, Hloba YeV

Background. The main clinical manifestation
of Turner syndrome (TS) is short stature, which is
observed in 98-100% of patients. In cases of karyotype
45,X girls do not develop puberty, different degrees
of developmental delay can also occur in cases of
mosaicism. The phenotype of TS have different variants
that makes it difficult to diagnose, especially in case
of mosaicism. In the available literature there is no
data on the individual approach to the therapy with
recombinant growth hormone (rGH) in girls with TS.

Objective. To determine the clinical and genetic
variants of TS girls before puberty and of puberty
age, and especially their physical and pubertal
development, growth hormone function in order to
determine the individual indications for hormonal
treatment of growth and puberty disorders.

Materials and methods. We performed analysis of
registry, which includes 566 children with TS during
12 years. Also we carried out a detailed survey of 150
girls with TS, during which the phenotypic features,
parameters of physical and sexual development,
growth hormone status of function, efficiency of
treatment with rGH in children of different ages were
assessed.

Results and discussion. We identified clinical and
genetic variants of girls with TS before puberty and of
puberty age. The largest proportion of patients with

61



OPUTTHANBbHE AOCNIAXKEHHA

TS before puberty age have dwarfism in conjunction
with phenotypic features of high importance and
karyotype 45,X, the smallest share — growth retardation
in combination with phenotypic features of low
significance and karyotype 45,X/46,XX. The greatest
proportion of patients with TS of puberty age have
dwarfism and lack of signs of the spontaneous pubertal
development and karyotype 45,X, and the lowest —
delayed growth and spontaneous puberty.

Partial or complete deficiency of growth hormone
was detected in 35,65% of patients with TS of different
ages belonging to the clinical and genetic variants with
dwarfism.

Conclusions. Clinical and genetic variants of TS can
be used for early diagnosis, as well as the choice of
individual approach to rGH therapy. In girls with TS of

Jama Haoxo0xxeHHsA 00 pedakuyii 13.02.2017 p.
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puberty age in the presence of dwarfism and without
spontaneous pubertal development as well as with
dwarfism and spontaneous puberty appointment rGH
for the treatment of short stature is justified, even in
the case of late initiation. In contrast, it is inappropriate
to start rGH treatment in puberty age patients with
TS in cases of normal function of the pituitary growth
hormone with dwarfism and with spontaneous
pubertal development as well as those with growth
retardation in presence or without of spontaneous
puberty because delayed initiation of rGH does not
lead to effective increase in growth.

Keywords: Turner syndrome, children, karyotype,
growth retardation, pubertal development, clinical and
genetic variants.
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