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Mepenik ckopoyeHb

ATI1O AHTUTIAQ AO TMPEOIAHOT NMEePOKCUAA3U
BT4 TUPOKCWH BiAbHUI

IMT iHAEKC MacK TiAa

IDP-1 iHCYAIHOMOAIGHWIA hakTOp pocTy-1
Al AIOTEIHI3YI0UMi1 FOPMOH

MLLIKT MiHepaAbHa LLiAbHICTb KICTKOBOI TKaHWMHM
prP PEKOMGIHAHTHMIT FOPMOH POCTY

CCC CepLIeBO-CYyAMHHA cucTemMa

CTr COMaTOTPOMHUI TOPMOH

CLUT cnHapom LLlepeleBcbkoro—TepHepa
Ca+ + KaAbLii iOHI30BaHMI

TTr TUPEOTPOIHUI FOPMOH

Y3A YABTPA3BYKOBE AOCAIAYKEHHS

oCr (POAIKYAOCTUMYAIOIOUMIA TOPMOH

SD CTAHAAPTHE BIAXMAEHHS

unzpom HlepemeBcokoro—Tepuepa (CHIT) (kox

MKDB-10: Q 96) — apyra 3a 4acTOTOIO MTATOJIOTiA,
[0 CYTIPOBO/IKYETHCS HU3BKOPOCTICTIO, € HACITKOM
aHoMastiii xpoMocomu X i TOENHYE €HIOKPUHHI, perl-
PONYKTUBHI, CeplieBO-CYINHHI, MCUXOCOIiaJbHi T0-
pYyIIeHHS Ta BPOKeHi Baau po3BUTKY. [lommpenicTsh
CIHIT B pisHMX TOMYJISIsAX CTAaHOBUTH Bix 25 mo 210
na 100 000 xuBMX HOBOHAPOJKEHUX JIiBUAT. 3HAUHE
3aIi3HeHHI 31 BCTAHOBJIEHHS MEPBUHHOTO [1aTHO3Y
CIHIT crocrepiraloTh Maiizke B yCiX TOCJiIZKyBaHUX
nonyJsanigax, npore xaiarno3 CHIT y matnientis i3
Kapioruriom 45,X BCTAHOBIIOIOTH paHilie, HiXK 3a
HAsIBHOCTI iHITUX HOT0 BapiaHTiB. Y 6araThox KpaiHax
kapiotun 45,X peecrpyiors y 50—70 % xBopux i3
CHIT, roni six 30—50 % € HocisiMu pi3HUX BapiaHTiB
CTPYKTYPHMX aHoMaJjiii xpomocomu X abo MaiTh
MO3alyHUUl BapiaHT KapioTumy. PanHsA aiarHoCTHKa
CHIT rpyHTY€ETbCS HA BU3HAYECHHI XapaKTepHUX (HeHO-
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TUTIOBUX O3HAK TIiJ[ YaC MEPBUHHOTO OTJISALY AUTUHU
31 ckapraMu Ha 3aTPUMKY 3pOCTy ab0 CTaTeBOTO PO3-
BUTKY.

@enorunosi npossu CLIT maioTs 3naumy BapiaTus-
HICTh 32 PI3HUX BapiaHTIiB KapiOTHUILY, MO YCKIATHIOE
JIarHOCTHKY, OCOOJMBO 3a HAsIBHOCTI XPOMOCOMHOIO
moaairuamy. Ocnosuwmii mposis CII'T — 3aTpumka 3poc-
Ty pizHoro crymenst: Maibxe y 20—30 % miBuar, siki 3Bep-
TAIOThCA TIO JIOTIOMOTY 3 TIPUBOJY 3aTPUMKH 3POCTY,
JIarHOCTYIOTD Tieli cuHapoM. [lediniTuBHMIT 3picT XBO-
pux i3 kapioturiom 45,X ne nepesuirye 142—145 cm,
1o Maike Ha 20 cM HUKUe, HIJK cepejiHill 3picT 3/10po-
BUX JKIHOK y TOITyJIsIi. SIK TipaBuiio, y HOBOHapo/Ke-
nux giBuat i3 CIIIT crnocrepiraioth HOpMaILHUI JJIsT
iXHBOTO TecTalifHoro BikKy 3picT i macy Tina. Tomy
CHIT y HOBOHApO/IKEHUX /IIarHOCTYIOTh JIUIIIE 32 HAsIB-
HOCTi XapakTepHuX (heHOTUIIOBUX O3HAK, a caMme: mac-
TOBHOCTi/HAOPSAKY THJILHOIO GOKY Kucreil abo CToll,
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KPUJIOHOAIOHMX CKJIaZIOK Ha Il 3a BIACYTHOCTI 11X
osgnak CIIT 3a3Buuaili e aiarHoctyiotb. OCHOBHUI
mposis CHIT — 11e HU3BKOPOCJHICTh, AKYy Haiuacriiie
JIlarHOCTYIOTD JIMIIE B IIyOepTaTHOMY Billi, KOJIK He Bijl-
OyBa€TbCS POCTOBOIO CTPUOKA, a BificTaBaHHS B 3POCTi
crae MakcumanbanM. [lo yactux npossis CHIT name-
JKaTh TIOTOHA/IM3M 1 IepBUHHA aMeHOpesl.

lTonaan xBOpUX — Ile CIOJMYYHOTKAHWHHI TSKi, B
AKMX MicTATbC HegudepeHiiiioBani KaiTuHu a6b0
pYIUMEHTH >KiHOYMX roHaj. Mopdosoriano HOp-
MaJIbHI SIEYHUKHU Bisyamisyiorh y 18 % marienTtox i
3HAUHO YacTillle — Yy HOCIiB MO3al4HUX BapiaHTIB
kapiotuny. /lesgki aBTOpU Bifl3HAYAIOTh OKPeMi BU-
[aJIKU HOPMaJbHOI (DYHKIIIT SEUHUKIB y TIAIIEHTOK 3
kapiotunom 45,X. Onucani BUMAAKNA CITIOHTAHHUX i
MMOBTOPHUX BariTHOCTEH Ta IOJIOTIB y IIMX XBOPHUX.
Braxaiots, 1o ¢iziosioriyHa BariTHICTb HACTaE y
2—10 % namieHToK, B OCTAaHHIX JOCIIIKEHHAX II0Ka-
3aHO, IO MOBHA MOHOCOMig X y JIeHKOIIUTaX Tepu-
(hepuuHOi KPOBI HE BUKJIIOYAE HASBHOCTI MO3ailu3-
MYy B sieuHHKaX. PazoM 3 TuM B YKpaiti manye xubHa
JyMKa 100 6esiuigHocTi Beix xkinok i3 CIIT, tomy
po6IeMoI0 iXHBOI GepTUILHOCTI Maiixke He 3aiiMa-
I0ThC, XOua Hapasi JOCTAaTHbO MOKJIUBOCTEU IS
3abesredeHs GepTUIbHOCTI HaraTboX KiHOK i3 1i€10
naroJioricro. BaskanBoo 17 1IbOrO € CBO€YacHa i
aJIeKBaTHA Tepallis CTATeBUMU TOPMOHAMU, TIOYMHA-
1041 3 PAaHHBOI'O 1yGEPTaTHOrO BiKY, s HaOJIMIKe-
HOTO /10 (i3i0JI0TIYHOTO CTATEBOTO PO3BUTKY, OCT-
HEHHS HOPMAJIbHUX PO3MIpiB MATKU Ta SEYHUKIB,
BCTAHOBJIEHHS PETYJISIPHOTO MEHCTPYAJIBHOTO ITAKJTY.

Besnka yactka y 30ijblIeHH] 3aXBOPIOBAHOCTI Ta
cmeprHocTi xBopux Ha CIIT HaneskuTh yposKeHuM i
HAOyTUM 3aXBOPIOBAHHSIM CEPIS: aHEBPU3MA Ta PO3-
IapyBaHHsA aOPTHU, Ba[M KJAIaHIB CepIld, TilepTo-
HiuHa XBOpoOa, TpoMbGoeMOOJIist, iH(MAPKT MiOKap/a.
3a maHuMu JIesKuxX aBTopiB, y 56 % xBopux i3 CIUT
BUABJIAIOTh TATOJIOTIIO CepIeBO-CYIUHHOI CUCTEMU
(CCC). BpomxeHi Bau MOKYTh OyTH BUSIBJIEHI TIPH
HapOKEHHI, TTPOTE HAWlYaCTillle BOHU 3aJUMIAI0THCS
He1arHOCTOBAHUMU.

BaxnuBo 3a3HaunTH, M0 KOAPKTAIIIO A0PTA MOXKHA
BUSBUTU HE B PAaHHBOMY AWTSYOMY Billl, a TiTbKU B
JliTeil cTapInoro Biky abo I0POC/INX; IBOCTYIKOBUIT a0p-
TaJbHUN KJIATIaH Y MOJIOJIOMY Billi, SIK TIPABUJIO, KJTiHIY-
HO He TPOSBISAETHCS, NOTO 3HAXOATh BUIAIKOBO i
Yac IiJIeCIPIMOBAHOTO CKPUHIHTOBOTO TOCIIKEHHS.

Baau cevyoBuisiibaoi cucremu y xgopux i3 CIIT
crocrepiraiots y 30—40 % Bumazxis. Ilix wac yiabr-
pasBykoBoro gocimkenns (Y 3/1) naityacriie BUsB-
JSI0Th BaJU 4allleduKOBO-MUCKOBOI CHUCTEMU, KO-
BOIIOAIOHY HMPKY, MaJbPOTallil0 Ta iHII aHoMasIil
po3TalyBaHHS.

3a ganumu Jjitepatypu, y 50 % naiientis peectpy-
I0Th TaKi yCKJIAJHEHHs, K iHDeKIlii ce4oBUIIIbHUX
HIJISIXiB, MPOTEIHYpPil0 Ta apTepiajbHy TillepTeHsilo.
3a CBOEYACHOI JIIarHOCTUKHU Ta BYACHO PO3IOYATOTO
agikyBanusg CHIT pocsiraioTh MOJIMIIEHHS SIKOCTI
JKUTTS 1 3/[0POB’S XBOPUX.
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Ha 6asi Biguiny qursa4oi eHIOKpUHOJIOrTT YKpail-
CBbKOTO HAyKOBO-TPAKTUYHOTO IEHTPY €HIAOKPUHHOI
Xipyprii, TpaHCIIJIaHTaIlii €eHAOKPUHHUX OPTaHiB i
tkaunH MO3 Yipainu y 2004 pori Oysia cTrBopeHa
6aza manux aireit i3 CIHIT.

Bukonano perpocnextuBHuil anasisz 566 peecrpa-
niitaux kapt xBopux i3 CHIT Bikowm Big 11 micsitis 1o
18,2 poky 3a 2005—2015 pp. Peectpartiiini xaptu
3aII0BHIOBAIN 00JIACHI Ta MICHKI UTAYI €HJOKPUHO-
JIOTH, MOPIYHO MOHOBJIOIOUN JaHI MO0 JUHAMIKU
(i3uvHOrO if CTAaTEBOrO PO3BUTKY, 3MiH TUPEOTPOITHO-
ro ropmona (TTT), BismbHoro Tupokcuny (8T4), anTu-
Tizn o tupeoinnoi nepoxcupasu (ATIIO), y npery-
6epraTHOMY Billi — (DOJIKYJIOCTHUMYJIIOIOUOrO TOPMO-
na (OCT), moteinizyiouoro ropmona (JII), ecrpazio-
Jty, 6I0XIMIYHUX TIOKA3HUKIB, KICTKOBOTO BiKY TOIIO.
bBazy nanux mamientis i3 CHIT cTBOpeHO 3 BUKOpHC-
TAHHSIM BJIACHUX JIAHUX OOCTEKEHHS XBOPUX, IOPid-
HUX OMIIHHUX cTaTUCTUYHUX 3BiTiB MO3 Ykpainn
(2005—2015 pp.), 3BiTiB OOJACHUX IUTSYUX EHJO-
KPHUHOJIOTIB 3Ti/IHO 3 HakazoM MO3 Ykpainu.

V 6asi ganux namientis i3 CIIT peectpyBasiu Taky
inopMmalliio: micile MPOKUBAHHS JUTUHH, JATy Ha-
POJKEHHS, IaTy Ta BiK, B AKOMY BIIEpIIie BCTAHOBJIEHO
JiarHos, KapioTull, IOKa3HUKK 06’ €KTUBHOIO OIJISILY
(3picr, SD 3pocty, maca Tiza, ingexc macu tija (IMT),
crajiii crateBOro po3BUTKY 3a TannepoM, (heHOTUIIOBI
ocobsmBocti); piBHi y kposi TTI, 8T4, ATIIO, mna-
parropmoHa, comarorporntoro ropmona (CTT), JII,
DCT, ectpajtiory, iHCYITHOMOMIOHOTO (haKTOpa POCTY-
1 (IOP-1), 6ioximMiuHi MOKa3HUKU KPOBi (3arajbHUil
XOJIECTEPUH, TPUTJIIEPUIU, XOJICCTECPUH JIOTPOTEI-
JIiB BUCOKOI IMIiJIBHOCTI, XOJECTEPUH JIIMOMPOTEi/liB
HU3bKOI MIIIBHOCTI, HATPil, KaJill, KaJablliil i0Hi30Ba-
nuii (Cat+), dochop, riokosa); MOKa3HUKU PEHTTe-
HOJIOITYHOTO 0OcTeskeHHs: (KICTKOBUI BIK, JA€HCHUTO-
MeTpis — MiHepaJbHa MIIBHICTD KiCTKOBOI TKAHWHU
(MIIKT), cniBignomenns MIIIKT mnamienta no
cepeanboro nokaznnka MIIKT y rpymi mroneit ana-
JioriyHoi craTi Ta Biky (Z-kpurepiit); pani ¢pyHKIio-
HaJIbHOTO socipkenns (Y 3/1 opraniB masioro taza —
PO3MipH SIEYHUKIB, MATKH, HASABHICTh (DOJIKYJIiB, TOB-
myHa exgoMerpio; Y3/ muTonomibHol 3am03u —
pO3MipH, eXOCTPYKTypa, HASIBHICTb HOBOYTBODCHD;
Y3/l opraHiB yepeBHOI TTOPOKHUHKN — CTaH TIEYiHKH,
’KOBYHOTO MiXypa, MANLTYHKOBOI 321031, HUPOK, HAJl-
HUPKOBUX 3aJ103); BIK [104aTKy Ta TPUBAJIICTh Oesiie-
pepBHOI Tepaitiii penapaTaMu PeKOMOIHAHTHOTO rop-
MmoHna pocty (pI'P), ectporenamu ToIto.

o 6asu manux Oy/y BKJIOYEHI [T 3 IHATBEP-
skeanM fiarHo3om CIIT, 1o rpyHTYBaBCs HA TeHETHY-
HOMY OOCTe)KEHHI 3 BUSHAUEHHSIM KapiOTUILy B MEJIU-
KO-TEHETUYHUX TICHTPAX 32 MiCIleM ITPOKMBAHHS.

[Ipu crtanmapTHOMY MOCTIXKEHHI KapiOTUITY aHa-
qizytorp 30 kiiThH mepudepruyHoi KPOBi, 10 A€
3mory BustBuTH 1oHaA 10 % BUMAIKIB XPOMOCOMHOTO
Mo3ainu3my i3 93 % iiMOBipHICTIO.

Kontposbhy rpyity yTBopuin 525 COMaTUIHO 3710~
POBUX [iBUAT i3 HOPMAJIbHUM KIHOYUM KapiOTUIIOM
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Puc. 1. Mowmpenicts CLUT y perioHax Ykpaiuu
(Ha 1000 AMTAYOrO HACEAEHHS)

BikoM Biz 10 micsanis g0 17 pokis, sxux 0yJjo obcre-
JKEHO 11iJ1 Yac NPOMIiIaKTUUHUX OB Y JUTIINX
IOLIKIZIBHUX 3aKjIa/ax 1 mKoJax M. Kuesa, Kuiscokoi
Ta Binuuipskol obsacreil.

Metoauuni pexoMeH/allil MpU3HAYEHI I JiKa-
piB-TiefiaTpiB, ANUTIYUX EHIOKPUHOJOTIB, AUTIIUX
TiHEKOJIOTIB, T€HETUKIB, JIiKapiB 3araJbHOl MPaKTH-
KU — CiMeHHOI MeIUIINHU Ta JIiIKapiB-iHTEPHIB.

INommpenicts CIIT y niteii B Ykpaini

[Mommupenicts CIIT B Ykpaiui cranoBurs 77,53
Ha 100 000 sxuBUX HOBOHAPOKEHUX AiBuaT a60 0,06
na 1000 murtsdoro nacenenns Bikom 0—17 pokis
Bruitouno. Haituacrime CIIT giarnoctyBasnu B ieHT-
pasibHOMY, Halipiziie — y cxigHomy perioni (puc. 1).
Y1pomoB:x ocTaHHiX 5 POKiB 1MOPiYHO Bliepiie jiar-
HOCTyBasu Bix 17 10 25 BUTIAKIB CUHIPOMY.

[Mommwmpenicts CHIT cepen autsiuoro HaceseHHs
Ykpainu aHasorigyHa MOMIMPEHOCT] B iHIIMX KpaiHax.
Haii6inpiry nommupenicts CIIT 3apeectpoBato ce-
pe/l IUTSIYOTO HaceJieHHs YKpaiHU B IIeHTPaJbHOMY
perioHi, HAMEHIITY — y CXiZTHOMY.

Bikogi oco6smBoCTI
nepBuHHOi AiarHocTuku CIIT

B Yxpaini CHIT piarnoctyBaiu B [iiBUaT Biji HAPO/I-
JKeHHS 710 17-pivHOro BiKY, cepesiHiil BiK CTAaHOBUB
(9,33 £ 4,93) poxy Ha MOMEHT BCTAHOBJICHHS /[iarHO3Y.

KiAbKicTb
60

Bik, B sKOMy BIepiie ZiarHOCTYIOTh XBOPOOY, Mae
TeBHI BiZIMIHHOCTI, 1110 3aJIe;KaTh Bi/l KAPIOTHUITY: HAl-
MEHINH — 32 HAsBHOCTI Kapiotuiy 45X — craHo-
BuThH (8,96 + 5,28) poky, HallbiIbIINI — 34 CTPYKTYP-
Hux anomadiit xpomocomu X — (10,49 + 3)95) poky, y
XBOPHX 13 XpoMocoMHUM Mo3aimuamom — (9,50 =+
4,41) poky. Ile oSICHIOIOTH TUM, IO JliBYaTaM 3 Kapio-
tunom 45,X npuramanui tunosi npossu CIIIT, mo
Jla€ 3MOTy BYACHO J/1aTHOCTYBATH III0 IATOJIOTIIO B
OL/IBIIOCTI BUIIA/IKIB.

B 1,62 % piBuat giartos 0yJi0 BCTAHOBJIEHO Ha Iep-
oMy potti xkutts, y 3,60 % — B 1—4-piunomy Bilt, y
9,46 % — y 5—7-piunomy Bii, y 18,92 % — y pauubo-
My mybepraTaomy Billi (y 8—11-piuHux narieHTox), y
66,40 % — y mybepratHomy Biti (y 12—17-piunnx).
Takum uymMHOM, crHocTepiraiu 30iIbIIEHHS 3 BIKOM
BunajikiB piarnocrysanus CIIT i3 makcumaabHOIO
4acTOTO B mybepraTHOMY Bitli (puc. 2).

Ha mepmiomy porii KUTTS AiaTHO3, K MPABUJIO,
BCTAHOBJIOBAJIM 32 HASBHOCTI XapaKTEPHUX O3HAK
3aXBOPIOBAHHS — 3HAYHOTO JiiM(oCTady Ha KiHIIiB-
Kax, CTUTM JIU3eMOpioreHesy Ta BPOIUKEHUX BaJl PO3-
BUTKY; y IIyOepTaTHOMY Billi OCHOBHUMHE 11POG/IeMa-
MU, SKi 3MYIIYIOTh GATHKIB 3BepTaTHC /0 JiKapsi, €
3aTPUMKA 3POCTY Ta BiICYTHICTb CTATEBOTO PO3BUTKY
ab0 3aTPUMKA HACTAHHST MEHCTPYaIlil.

3 aHaMHe3y 3’COBaHO, 1[0 HU3bKOPOCIiCTh Pi3HO-
TO CTYIEHS CIIOCTEpiraju B JiBUaT y CEePeIHbBOMY B
(5,21 £ 3,15) poxy. HesBaskaioun Ha I1ie, AiartHos

BCTAHOBJIOBAJIN 13 3alli3HEHHSIM Y CepeIHbOMY Ha
(4,12 £ 2,78) poxy.

Bapiantu kapiotumy B aiteit
i3 CHIT B Ykpaini

Cepen piBuat i3 CHIT 3apeectpyBasiu pi3Hi Bapi-
aHTu Kapiorumny: moHocomiio (45,X) — y 59,32 %
xBOpux; mosainmmam (45,X/46,XX) — y 22,90 %;
CTPYKTYpHi aHomasmii xpomocomu X — y 17,78 %.
B Vkpaini Haiibisbiia yacTka XBOPUX i3 liarHOCTOBA-
unm CIIT maiors kapiotun 45,X, sikuii epeBaskae B
KOKHOMY perioHi. HailGiapiuil BiiIcCOTOK AiBYaT 3
kapiorunom 45,X crioctepiraioTh y CXiZiHoMy Ta 3axij-
HOMY perioHax YKpaiHu. Y IeHTPaJbHOMY perioHi
JacTKa JiTell 3 MOHOcoMicio X CTAaHOBUTH MEHIIe

50 A
40
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20 A

"l mme BN N

HHH Hﬂm
10 11 12 13 14 15 16 17
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Puc. 2. KiabkicTb BUnaakiB BctaHoBAeHOro Ajario3y CLLT 3aAexHO BiA Biky XBOpMX (a6C. KiAbKICTb)
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50,00 %, HaroMicTh TyT BUSABJIEHO HaiO1IbIIMil BiCO-
TOK CTPYKTYPHUX aHOMaJIil XpoMocoMu X.

Haii6isibine Mo3aiunmii BapiaHT KapioTHIly BHB-
JIAI0TH Y XBOPUX 13 TiBAeHHOTO periony. IIpuBepTae
yBary Toii (hakT, 110 B 3aXi/[HOMY Ta CXiJIHOMY perio-
HaX 4YacTKa CTPYKTYPHUX aHOMAJili XpoMocoMu X
Oisibliia, Hisk Mo3zainusmy. B Ykpaini BigsHaueHo 11i3-
uio mpiarmoctuky CIIT y giteit 3 MakcuMaabHOIO
YAaCTOTOI0 HEPBUHHOI peecTpaliii BUIIAJAKIB y 1rybep-
TaTHOMY Billi. Y HafOiLIbII Mi3HHOMY Billi AiarHO3
BCTaHOBJIIOIOTh Y 3aXifIHOMY PerioHi, y HailOiib
PaHHBOMY Billi — Yy CXiJJHOMY perioHi YKpainu.
Haiibisbiy 4acTKy BWIIQJKIB PaHHLOI IIEPBUHHOI
piarnoctuku CHIT cTaHOBAATH XBOPi 3 KApiOTUIIOM
45,X, 110 IOSCHIOIOTh HAsABHICTIO THUIIOBUX O3HaK
aToJIoril B Takux AiByar. Haiibisipina yacTka XBOPUX
i3 CHIT (59,32 %) maioth KapioTu 3 MOHOCOMIEIO
xpomocomu X.

B VYxpaini CIIT samumaetbcsi 1mo3a HAJIEKHOTIO
yBaroio meiiaTpiB i JiKapiB iHIMUX CHeIiaJbHOCTENH,
10 YHEMOKJIMBITIOE BUACHE BCTAHOBJICHHS I[bOTO Jliar-
HO3Y i1 Ha/laHHs e(PEeKTUBHOI MEIUYHOI, ICUXO0JIOTIY-
HOI I cOITiaJIbHOI OTIOMOTH AUTHUHI Ta ii poaudi. [le
3YMOBJIIOE HEOOXIHICTh aKTUBHOTO I 1iJIecIpsIMOBa-
HOrO BUSBJIEHHS I[i€l MaToJoril B [iBYaT, HAJATO i3
3aTPUMKOIO 3POCTY 1 CTaTeBOIO PO3BUTKY.

Menorunosi ocoommsocti CIIT
y ZiiTeii 3 pi3HUM KapioTUIIOM

3a gaHUMHU aHai3y (Di3MKAILHOTO 0OCTEKEHHS
niteit i3 CIIT Busznaueno, 1o (GpeHOTUIIOBI MPOSIBU
CIHIT y xiTeit Ykpainu BUPI3HAIOTHCS 3HAYHOIO Bapi-
aTHUBHICTIO.

Haituacrimii ¢enoturioBi o3Haku B 3arajibHiii 110-
mysanii gisyat i3 CHIT B Ykpaini — HU3bKOPOCTICTD
pisuoro crynens (100 %), Bkopouenus IV ta V mera-
KapraibHux Kictok (74,62 %), anomastii HIirTbOBUX
mnacTuHok (73,31 %), mmpoxka rpyana kiitka (60,67 %),
kopotka s (58,63 %), HU3BKUI PiCT BOJOCCS HA
mui (48,64 %) Ta rineprenopusm cockis (51,03 %),
gaki Haityacrime (6igbme Hixk y 50,00 % mnaiienTis)
CIIOCTEPIraloTh y TPYII AiTell i3 kapiotunom 43,X.

Y rpyni piteil i3 MO3aiYHUM KapioTHUIIOM Haifyac-
Tilre, KpiM HU3BKOPOCJOCTi, CIIOCTEPIraloTh Taki
O3HaKW, K BKopouyeHHs1 IV Ta V MerakapnaibHUX
Kictox (68,43 %), medopmaitisi HIrTbOBHUX ILIACTHHOK
(63,11 %), mupoka rpyaHa KJiiTKa i rinepreiopusm
cockiB (50,12 %), perita CTUTM MAIOTh YaCTOTY MeHIIe
Hixk 40,00 %.

Posmozisni o3Hak y rpyti giTel 3i CTPYKTYpPHUMHU
aHoOMa/IisIMK1 XpoMocoMu X TOAIOHUIA 10 po3IOJIiLY B
TPYIIi [iTeil 3 MOHOCOMIEIO, X09a 3 MEHIIIOIO0 9acTOTOIO,
KPUJIONO/IOHI CKJIaIKM Ha HIKi Ta [1TO3 He BUBJICHI B
JKOJIHOI 3 00CTEKEHNX TAL[IEHTOK. Y MesKax TPy, sKi
TTOPIBHIOBAJIM 32 KapiOTUIIOM, Y JiTeil 3 KapiOTHUIIOM
45,X pocrosipuo uacrime (p < 0,05) BiggHavamu taxi
O3HAKH, K aHOMaJIil HIrThOBUX IJIACTUHOK, jiehopMa-
i BYITHUX PAKOBWH, MIKPOTHATIis, CKOJIO3, PijIIie,
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HiK 3a IHIIUMX BapiaHTIB KapioTHILy, 1li O3HAKK OyJId
HasgBHI y pasi CTPYKTYPHUX aHOMasiil xpomocomu X.
3aTpHMKa CTaTeBOTO PO3BUTKY, KOPOTKA NS, CITiKAHT,
AHTUMOHTOJIOITHUI PO3Pi3 Ouel, BajbrycHa jedop-
Mallis JIKTbOBUX CyrJo0iB HaituacTiiie HasiBHI 3a
MOHOcOMil X, i3 IeI0 MEHIIIOI0 YaCcTOTOI0 — 32 CTPYK-
TyPHUX aHOMaJIiit xpomMocomu X i IOCTOBIPHO PifIie
(p < 0,05) — 3a xpomocommoro mozainuamy. Husbkuit
picT BoJIOCCS Ha 11ui, TilepTeI0pusM COCKiB, HaGPSIK-
JICTh KUCTEW 1 CTOM HaWvacTillle CIocTepiraan mpu
MOHOCOMIi X 1 TPAaKTUYHO 3 OJHAKOBOIO YaCTOTOIO —
3a HASIBHOCTI MO3ailU3My Ta CTPYKTYPHUX aHOMAJii
xpomocomu X. Kpusonogibui cxiagku Ha 1ui, 1T03
HaifyacTiii B pa3di MoHOCOMil X 1 30BCiM He CTIocTepira-
IOTbCS B TPYII MiTel 31 CTPYKTYPHUMU aHOMATISIMU
xpomocomu X. [inepTpuxo3 BUSABISIOTH JOCTOBIPHO
vactimre (p <0,05) y miBuaT i3 XpOMOCOMHUM MO3ai-
1M3MOM i piaie — 3 MoHocoMmi€o X. /locToBipHOI Pi3-
uutli yactoru inmmx dpenorunoBux oznak CIIT mix
rpynamu He BusiBrsuim (p > 0,05). He BusiBiieno takosx
JIOCTOBIPHOI Pi3HUIL YacTOTH (PEHOTUTIOBUX O3HAK MiK
TPYIOIO [IiTell 3 MO3aIYHUM KapiOTUIIOM 1 TPyIoro 3i
CTPYKTYPHUMH aHOMAJIisIMU XPOMOCOMHU X.

3 ypaxyBaHHSM cIieKTpa (heHOTUIIOBUX O3HAK Ta
ixupoi yacroru B aiteit i3 CIIT pospobieHo ajro-
PUTM PAaHHBOI IaTHOCTUKU MATOJIOTI], IO ITPYHTYETh-
Cs Ha OIIHIN iarHOCTUYHOI 3HAUYIIOCTI (DEHOTUIIO-
Bux kiiHiuanx ozHak CIIIT y 6asnax, 3a CyMOIO SIKUX
BU3HAYAIOTh CTYMiHb IMOBIPHOCTI [iarHO3Y Tifl 9ac
MIEPBUHHOTO OTJISAY AUTHHM 3i CKApraMi Ha 3aTPUM-
Ky 3pocty Ta/abo crareBoro po3sutky. OuiHKy heHo-
tunoBux ozHak CIIT 3a migpaxyHkoM Gajis HaBeje-
HO B a0 1.

DeHoTUTOBI 03HAKH, SIKi BUSIBJIEH] TIPU TIEPBUHHO-
My OMJIsiZli ZiBYMHKM, HeOOXiZHO oLiHIOBaTH B Gajax
3rigHo 3 Tabur. 1 Ta mijcyMoByBaTH OTpUMaHi Oasiu.
Biporignicts apiarnogy CIIT oriHioloTe 32 cymoio
GaJiiB, a came: cyma Oais > 10 — Bucoka, 6—9 Gais —
cepenHst, < 5 6ajiB — HU3bKa BIPOTiHICTH JiarHo3y.

Oxkpim TOTO, HASIBHICTD Y JIBUYMHU JOITyOEPTATHOTO
BIKYy TaKWMX O3HAK, sIK 3aTPUMKa 3DPOCTY OYIIb-SIKOTO
cTyneHsl B No€JHaHHi 3 BKopoueHHsiM [V Tta V mera-
KaphnaJbHUX KiCTOK, aHOMaJIisIMA HITTHOBUX TLIIACTHU-
HOK, JIa€ TiZICTaBU 3 BUCOKOIO IMOBIPHICTIO 3amifi03-
putu CIIIT, HaBiTh 3a BiJICYyTHOCTI iHMIMX CTUTM
nuseMbpioreHesy.

3a IAHNMU aHAJTI3y HAYKOBUX IyOutikaitiii, iHopma-
11isT TIPO 3aCTOCYBAHHS TAKOTO JIrpePEHITIIIOBAHOTO T1i/I-
xozy 7o paunboi giarnoctuku CIIT B piTeit BijicyTHsI.

Baau po3BuTKYy B fiTeit
i3 CIIIT 3 pi3HnuM KapioTHIIOM

3axBopioBaHHg oprasiB 30py B miteii i3 CIIT vac-
Tillle PEECTPYBAJIN Y BUIMAKAX XPOMOCOMHOTO MO3ai-
U3MYy Ta CTPYKTYPHUX aHOMAJIii XpoMocoMu X, HixK
y aiteit i3 MmoHocomielo X. HaiixapakTepHiloio XBo-
po6oio 30py OyJia MiOIlis, SIKy 4dacTilie BUABJISIN 3a
HasIBHOCTI Mo3ainuamy (TabJ. 2).
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Aaroputm AlarHoctuku CLUT y Ajiteit Aonmy6epTaTHOro Biky

AunTtnHa aony6eprartHoro Biky (0—11 pokiB BKAIOYHO) i3 3aTPMMKOIO POCTY

BusHaueHHs
Kapiotuny

baan*

CnocrepeskeHHs

3a AMHaMIKOIO poCTy (CM) Yepes 6 MicauiB

v

BusHaueHHs
Kapiotuny

Mpumitka. *Cyma 6aaiB, 3a IKUMM OLiHIOIOTb (heHoTUNOoBI 03HakM CLLIT, 3riaHo 3 TabA. 1.

Y

| [Mporpecytoya 3aTpumka 3pocty (SD)

ADCT, A/ N AT, VE,

MaTka, IEYHUKM — Hopma/rinonaasis/anaasis

AjiarHOCTyBaHHS iHLWMX
MPUYMH 3aTPUMKM POCTY

BusHaueHHs
Kapiotuny

[MoBTOpPHWMIA OrASIA
y ny6epTaTtHOMY BiLli

y

OCA, AT, E,
Y3A opraHiB MaAoro tasa

Hopma

\
AjiarHOCTyBaHH$ HLWIMX
NPUYKH 3aTPUMKM POCTY

Axroputm AiarHoctukn CLUT y aAiteit nybepTaTHOro Biky

AunTtrHa nyb6epratHoro Biky (12—17 pokiB BKAOUYHO)
i3 3aTpMMKOIO pocTy Ta/abo CTaTeBOro PO3BUTKY

BusHaueHHs
KapioTuny

| 3aTpumka cTaTeBOro posBmuTky* *

Hi

Y

Orasia yepes 6 micsuis:
- OLjiHKa 3pOCTy
- OCT, AT E,

Y

Hopma

AjiarHoCcTyBaHHS iHLWIMX
MPUYMH 3aTPUMKK POCTY

BusHaueHHs
Kapiotuny

\ \
AliarHocTyBaHHS IHLWNX
NPUYMH 3aTPUMKK POCTY

Mpumitka. *Cyma 6anis, 3a skumu ouiHioloTb heHoTnosi o3vakm CLLT, 3riaHo 3 TabA. 1; **BiacyTHiCTb 03Hak ny6epraty nicas 12 pokis a6o BiACyTHICTb
MEHCTPYaAbHOI (hyHKLUT nicAs 15 pokis.
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Haitmomupeninioio MaToJOTi€0 OpPraHiB CJIyXYy
OyJi OTUTH 3 MaKCUMaJbHOIO 4acTOTOIO B JiTell i3
MoHocoMmi€lo X, 1o B 1,64 pady yacriiie, HixK y TpyIIi
JiTeil i3 Mo3ainmamom, i B 3,18 pagy wacrimie, HixK y
QiTeil 31 CTPYKTYPHUMU aHOMAJISIMU XpOMOCOMU X
(nuB. TabJ1. 2). [lyist 3ani06iraHHst PO3BUTKY TIPUTIIYXY-
BaTtocTi (TYroByXOCTi) B JIOPOCJIOMY Billi BaKJIUBi
CBOEYACHA [[larHOCTHKA Ta KOMIIJIEKCHE JIiKyBaHHS
OTHTIB (3a HAIIMMM JaHUMH, X BUSBIAIOTH ¥ 9,39 %
nirent i3 CIIIT).

Haitgacriioro maTosorieio BHYTPIITHIX OPraHiB, M0
cynpoBopkye CIIT, € Bagm poszsutky CCC, siki, 3a
HAIIUMU JTAHUME, PeecTpyioTh y 19,62 % miteit i3
CHIT, kotpi MemkaoTh B YKpaini. [lepine micie 3a
YaCTOTOI0 HAJIEKUTh cTeHo3y aoptu (y 5,32 % mirteii),
pifiie AiaTHOCTYBAJIM KOAPKTAINIO a0PTU Ta ABOCTYJI-
KoBUiT aopranmprauii kianan (y 2,63 % i 2,02 % Bumnan-
kiB Bignosiano). Bangu possutky CCC naiivacrinie
BUSIBJISIIIA B JIiTell 3 MozairmmamMoM — y 26,18 %, meto
pifiie — 3a HAABHOCTI CTPYKTYPHUX aHOMAJIH XPOMO-
comu X — y 21,62 % miBuar, TUMYACOM SIK Y XBOPHUX i3
MOHOCOMI€10 X I1aTOJIOTII0 BUABJISIN TIIbKY B 15,85 %
BUIIQJIKIB. ¥Y Ialll€eHTOK 13 MOHOCOMi€io X HaldacTile
PEECTPYBAM CTEHO3 1 KOAPKTAINIO a0PTH, a BIKPUTY
aopTabHy IIPOTOKY — BUHATKOBO B Iill TpyIi /iTeil.

Jlpyrumu 3a 4acToTolo cepel Bajl PO3BUTKY BHYT-
pinmnix oprauiB y xaiBuat i3 CIIT € Baju cedyoBuiib-
HOI cucTemu, ki Mu peecrpysaan y 13,82 % oberexe-
HuX namieHTok. OCHOBHUMU BaJaMU CEYOBUJIJIBHOI
cucremu B giByar i3 CIIT Oy OJBOEHHS YaIIKOBO-
MUCKOBOI CUCTeMM HHUPOK, TilOILIa3isgs HUPOK 1 Baaul
ceuoBoziB. HaituacTimre Bajy ce4OBUIIIBHOI CUCTEMU
peecTpyBasiu B fiiTell 3 Kapiotunom 45,X, Halipisiie —
Y pasi CTPYKTYPHUX aHOMaJi# xpomocoMu X.

Orxe, benorunosi nposisu CHIT MaioTh 3HauHMii
1oJiiMopi3M, 3yMOBJICHUI KapioTUIIOM. XapaKTepHi
(benotumnosi npogsu CIIT wacrime cnocrepiraiotsb y
xBopux i3 CHIT i3 kapiotunom 45,X Ta 10CTOBIpHO
piaiie — i3 XpOMOCOMHUM MO3ilIU3MOM 1 CTPYKTYP-
HUMM aHoMasisiMu xpomocomu X. Haituactimumu €
TaKi 03HaKH, K HU3bKOPOCJICTh, BKOpoueHHs IV Ta
V MeTakapnajabHUX KiCTOK, aHOMaJIil HIrTiB, IIUPOKa
Ipy/iHa KJIiTKa, KOPOTKA HINS, TilIepTeJIOpu3M COCKIB.
Henocrarus piarnoctuka Baj po3sutky CCC i ceuo-
BuisibHOI cuctemu B jitedt i3 CIIT B Ykpaini 3ymos-
JI0€ HEOOXIAHICTD IXHBOTO BCEOIYHOTO IIIECIPMOBA-
HOro OOCTEeKEHHSI /I BUSBJICHHS 1€l MaTOJIOril B
HalieHTiB OyAb-SKOro BiKy, HaBiTb 3a BiZICyTHOCTI
KJIIHIYHUX TTPOSIBIB BaJl PO3BUTKY.

Busnauenusa
KJIiHiKO-reHeTHuyHNX BapiaHTtiB CIIT

Ha nizcrasi BuBuenus ocobimBocreil (heHOTUIIO-
BUX IPOsBIiB, (Pi3BUUHOTr0O Ta CTATEBOrO PO3BUTKY, POC-
TOBUX TTOKA3HUKIB, BAPiaHTIB KapiOTUITYy B TOIYJIAIII1
nipuat i3 CIHIT BUOKpeMJieHO TIEBHI KJIiHIKO-TeHe-
TUYHI BapiaHTH I[bOTO cuHApoMy. Po3mosmis Ha Bapi-
AHTH IPYHTYETHCS HA JABOX HAUOLIbII 3HAYYIITUX [1PO-
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TabAnug 1
OujiHka 3Havywocti peHoTunoBux o3Hak CLUT y ajiteit (6aam)

O3Haka KiAbkicTb 6aniB
Kp1AOMOAIGHI CKAQAKM Ha Lwmi 5
HwusbkopocaicTb 4
3aTprMKa CTaTeBoro po3BUTKY 4
BkopoueHHs IV Ta V mMeTakaprnaAbHUX KiCTOK 3
Aedopmalig HiIrtboBUX MAACTUHOK 3
(BKOPOUEHHSI/3arAMOAEHHS! B HIFrTbOBE AOXKE)

Hw3bknin pict BoAoccs Ha wui 3
LLInpoka rpyaHa KaiTka 2
KopoTtka wwus 2
linepTeaopunam cockis 2
EnikaHT 2
YMCAEHHI NirMeHTHI HeBYCU Ha LUKIipi 2
AHTUMOHIOAOIAHMIN PO3Pi3 ouer 2
HabpsKAICTb/MAaCTO3HICTb KMUCTEN, CTOM )
NPy HAPOAXKEHHI

Bucoke TBepae niAHe6iHHS 1
[NopyLueHHs npukycy 1
MikporHarisi 1
BaabrycHa aeopmaLis AiIKTbOBUX CYrA0GiB 1

aBax CIIT — 3arpumiti 3pocty i cTaTeBOTO PO3BUTKY
Ta HASIBHOCTI XapakTepHuX (heHOTUIIOBUX O3HAK, sSKi
OIiHIOBAJIN B Oasiax BifnosinHo 70 Tabu. 1. Kniniko-
rerernuni Bapiantu CIIIT BusHaueHi oxkpemo s
mirveit pomy6epratHoro (0—11 pokiB BKIIOYHO) Ta
nybepratHoro (12—17 pokiB BKJIOYHO) MEPiOiB.
Kpurepii BU3HaU€HHS KJIiHIKO-TeHETUYHUX BapPiaHTIB
BIJIPI3HAIOTHCS B A0IyOepTaTHOMY U 11ybepTaTHOMY
nepioziax: ix BHOKPEMJIEHHSI B JIOITyOepPTaTHOMY Tiepi-
OJli TPYHTYETDHCS Ha OIIHII CTYTIeHS 3aTPUMKU 3POCTY
Ta HasBHOCTI (PEHOTUIIOBUX O3HAK CUHIPOMY —
XapakTepHUX CTUIM Ar3eMOpioreHesy, iX 3HaYyIIOCTi
B Oasax, a B nybepraTHOMY — CTYIEHS 3aTPUMKH
3pOCTY Ta HAsBHOCTI O3HAK CAMOCTIHTHOTO CITPaBiK-
HBOTO CTAaTEBOTO PO3BUTKY.

Il xBopux A01y0epTaTHOro BiKY BU3HAYEHO
6 KJTiHIKO-TeHeTHUHUX BapianTiB cunapomy (tadir. 3).

Jlist XBOpUX 1yOGepTaTHOIO 11epiofy BUOKPEMIIEHO
6 KJIiHIKO-TeHeTHYHUX BapiaHTiB (Tabir. 4).

TabAnug 2
CneKkTp NaToAorii opraHiB 30py Ta cAyxy B Aitei i3 CLUT (%)

Matonoris Y 3aranbhiii 45X  45,X/46,XX CrpyKTypHi
nonyAsiLi AHOMaAIT
CLUT xpomocomu X

AmGnionis 5,43 491 526 4,62

Kocookictb 6,00 5,32 5,20 8,11

Mionisi 8,65 8,04 10,57 8,14

YacTti ottt 12,62 17,37 10,54 5,46

BHkenHs g 3 10,62 5,28 8,17

CAYXY
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Tabanug 3
XapakrepucTuKa KAiHiko-reHeTMuHux BapiaHTiB CLUT B Aony6epTaTtHOmy nepioai

BapiaHtu 3aTpMmka 3pocTy ®eHoTHNOBI 03HakM (6aan*)  Kapiotun (vacToTa)
45,X (53,50 %)
Ala >3SD >6 45,X/46,XX (22,30 %)

CA-X (24,20 %)
45X (14,29 %)

A16 >3SD <6 45,X/46,XX (42,86 %)
CA-X (42,86 %)
45,X (68,42 %)

A2a >2-<3SD >6 45 X/46,XX (15,79 %)
CAX (15,79 %)
45,X (37,50 %)

A26 >2-<3SD <6 45,X/46,XX (12,50 %)
CA-X (50,00 %)
45,X (9,60 %)

A3a 0—<2SD >6 45,X/46,XX (40,30 %)
CA-X (50,10 %)
A36 0—<2SD <6 45,X/46,XX (100 %)

MpumiTka. *Cyma 6aniB heHoTunosmx o3Hak CLLIT, siki ouiHIOIOTb 3riaAHO 3 TabA. 1.

Ala — 3aTpmmka 3pocty > ()3 SD (HaHi3M) Yy NOEAHAHHI 3 HASIBHICTIO (DEHOTUMOBMX O3HAK 3i 3HAUYLLICTIO > 6 6aAiB; A 16 — 3aTpymKa 3pocTy > ()3 SD (HaHi3m) y
MOEAHAHHI 3 HAsIBHICTIO (PEHOTUMOBMX O3HAK 3i 3HauyllicTio < 6 6GaAiB; A2a — 3aTpuMKa 3poCTy BiA = (2 A0 < ()3 SD (cyGHaHi3M) y MOEAHAHHI 3 HasIBHICTIO
(PeHOTUNOBMX O3HAK 3i 3HaUYLLICTIO > 6 6aAiB; A26 — 3aTprMKa 3poCTy BiA > ()2 A0 < (-)3 SD (cy6HaHi3M) y NOEAHAHHI 3 HASIBHICTIO (DEHOTUMOBMX O3HAK 3i 3Ha-
uywictio < 6 6aais; A3a — 3aTpumka 3pocTy Ao ()2 SD y NoeAHaHHI 3 HAsIBHICTIO (PEHOTUNOBMX O3HAK 3i 3HAUYLLICTIO > 6 6aaiB; A36 — 3aTpumka 3pocTy A0 (2 SD y
MOEAHAHHI 3 HAsIBHICTIO (DEHOTUMOBUX O3HAK 3i 3HaUyLLiCTIO < 6 Ganis.

Tabanugs 4
XapakTepucTHKa KAiHiKo-TeHeTuuHux BapiaHTiB CLLT B ny6epratHomy nepioai

BapiaHTu 3aTpMmKa 3pocTy CamocTiiHmii nybeprar KapioTtun (4acrora)
45,X (55,93 %)
Mla >3SD Ma-/Me- 45,X/46,XX (23,73 %)

CA-X (20,34 %)
45,X (40,00 %)
nie >35SD Ma+/Me +/- 45,X/46,XX (26,67 %)
CA-X (33,33 %)
45X (53,85 %)
M2a >2— < 3SD Ma-/Me- 45, X/46,XX (7,69 %)
CA-X (38,46 %)
45X (18,18 %)
26 >2— < 3SD Ma+/Me +/- 45, X/46,XX (54,55 %)
CA-X (27,27 %)
45,X/46,XX (20,00 %)
CA-X (80,00 %)
45,X/46,XX (75,00 %)
CA-X (25,00 %)

M3a 0—<2SD Ma-/Me-

36 0—<2SD Ma+/Me +/-

MpumiTka. Ma- — BIACYTHICTb PO3BUTKY MOAOYHMX 3aA03; Ma+ — 36iAbLUEHHSI MOAOUHMX 33A03 BiA Ma2 A0 Ma4 3a TaHHepom; Me- — BIACYTHICTb CaMOCTIMHMX
MeHCTpyauiii; Me+ — HasiBHICTb CaMOCTIMHMX MEHCTpyauin Bia Me2 Ao Me4 3a TaHHepom; Me+/- — HasiIBHICTb CaMOCTIHUX MEHCTpyauiit Bia Me2 Ao Me4 3a
TaHHEpoMm CBO€eYacHO abo i3 3anizHeHHsaM. [11a — 3aTpumka 3pocTy > ()3 SD (HaHi3Mm) i BIACYTHICTb CaMOCTIHOTO CMPaBXXHbOrO CTaTEBOrO PO3BUTKY (Ma-, Me-); M16 —
3aTpUMKa 3pocTy > (-)3 SD (HaHi3M) y MOEAHAHHI 3 HASIBHICTIO O3HAK CaMOCTIHOIO CMPaBXXHbOrO CTATEBOrO PO3BUTKY, @ CaMe: 30iAbLLEHHSI MOAOUHMX 3aA03 | NOsIBa
MEeHCTpYaLii BY4acHO abo i3 3anisHeHHsaM; [12a — 3aTpumKa 3pocTy BiA > (-)2 A0 < ()3 SD (cy6HaHi3Mm) i BIACYTHICTb 03HaK CAMOCTIHOIO CMPABXHbOIO CTAaTEBOrO
po3BuTKy; 26 — 3aTprMKa 3pocTy Bia > ()2 A0 < ()3 SD (cy6HaHi3Mm) i HasBHICTb 03HAK CaMOCTIMHOMO CMPABXHbOTO CTATEBOrO PO3BUTKY, & Came: 36iAbLLEHHS!
MOAOYHMX 3aA03 i MOSIBA MEHCTPYaLLiM BYacHO abo i3 3anisHeHHsm; [13a — 3aTpumka 3pocTy A0 (-)2 SD i BIACYTHICTb 03HaK CaMOCTIHOMO CMPaBXXHBOIO CTATEBOrO
po3BuTKy; M36 — 3aTprmKa 3pocTy A0 (-)2 SD i HasiBHICTb 03HAK CaMOCTIMHOMO CMPaBXHbOro CTAaTEBOTO PO3BMTKY, @ Came: 30iAbLIEHHSI MOAOYHMX 3aA03 i MosiBa
MEHCTpYaLii BY4acHO abo i3 3ari3HEeHHsIM.

Haii6inpiy wactky cepen misuar i3 CIIT pgorry- Cepen niteit ony6epTaTHOrO BiKy B MeKaX KJIiHi-
6epTaTHOTO TMEPiojy CTAHOBJATH [iTH 3 HaHi3MOM  Ko-reHerwunux Bapiantis CIIT [I1a i /[2a waiiuacri-
(28,95 %) i cybnanismom (28,95 %) Ta 3 HasgBHICTIO IIMM BapiaHTOM Kapiotumy OyB 45,X, SKuil y IHMX
(heHOTHITOBUX O3HAK 31 3HAUYIIICTIO > 6 GasiiB, HAll-  KJIHIKO-TEHETHYHUX BapiaHTaX TPAILISABCS JOCTO-
MEHIITY — i3 3aTPUMKOIO 3POCTY I HassBHICTIO (heHOTU-  BipHO YacTinie nopiBusHo 3 inmumu (p < 0,05). Ka-
MOBUX O3HAaK 3i 3HauymicTio < 6 6ais (2,63 %). piotun 45,X/46,XX n0CTOBIpHO YacTilie TPAILISIBCs
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B 45X ] 45,X/46,XX [] CrpyxTypHi aHomanii xpomocomm X
A36 100,00 |
A3a 4030 | 50,10 |
A26 12,50 50,00 |
A2a 15,79 15,79 |
A16 42,86 |
Ala 22,30 24,20 |

Puc. 3. Po3noajiA kapioTuniB y mexax KAiHiko-reHetuuHmx BapiaHtiB CLUT y aiteit aony6epraTtHoro Biky (%)

l 45X [ 45,X/46,XX [] CrpykTypHi aHomaaii xpomocomm X
36 75,00 25,00 |
M3a | 20,00 80,00 |
26 54,55 27,27 |
M2a 7,69 | 38,46 |
ne 26,67 | 33,33 |
Mia 23,73 20,34 |

Puc. 4. Po3noajiA kapioTuniB y Mexxax KAiHIKO-reHeTMYHUX BapiaHTiB nybepraTHoro Biky (%)

y Bapianti /I16 (p < 0,05), Hixk B iHImHKX, a BapiaHT
J136 nmpencTaBaeHni TLIBKNA MO3al9HUM KapiOTUIIOM.
CrpykrypHi anomatii xpomocomu X JJOCTOBIPHO Yac-
Tinre Tpamscs y Bapiantax /126, /[3a nopiBHsaHO 3
inmmama (p < 0,05) (puc. 3).

¥ xBopux mybepTaTHOrO BiKy 3 Hailbibil Bupa-
sxenumu iposgBamu CHIT (kiiHiko-reHeTHYHI Bapi-
antu [11a, [12a) gocToBipHO YacTiille peecTpyBaiu
kapiotun 45,X, Hi’K 3 MEHII BUPaKEHOIO 3aTPUM-
KOIO 3POCTY ¥ HAgBHICTIO 03HAK CAMOCTIHHOTO CTa-
teBoro po3suTky (I1126) (p < 0,05). Baxiuso Haro-
JIOCUTH, 1[0 Y BapiaHTaX i3 HE3HAYHOIO 3aTPUMKOIO
3pOCTy 30BCiM He crocTepiranm Kapiotut 45,X, 3a
HAsSBHOCTI 0O3HaK camocriiinoro mybeprarty (I136)
JIOCTOBIPHO yacTille, HiK B IHIIMX BapiaHTax, Tpai-
JSIBCsT XpoMocoMHUI Mozainmsm (p < 0,05), a y
BUIIA/IKY BijicyTHOCTI ctateBoro po3Butky (I13a) —
cTpykTypui amomainii xpomocomu X (p < 0,05)

(puc. 4).

IIpakTiyHi peKkoMeHaaIril

1. 3 metoio cBoeuacHoro giarHoctyBanus CIIT
JIiKapsaMy pi3HOTO (haxy PeKOMEHIOBAHO IIijl Yac 1ep-
BUHHOTO OTJISIZTY INTUHN BUKOPUCTOBYBATH 3aIIPOTIO-
HOBaHWH aJirOpUT™M panuboi giarnoctuku CHIT.

2. 3 MeTol0 paHHLOTO BUSBJICHHS BaJl PO3BUTKY
CCC Ta ceqoBUIIIbHOI crcTeM HEOOXITHO iIeCTIps-
MOBAHO BUSABJATU 110 maTosoriio B giteit i3 CIIT
Oyznb-stkoro Biky 3 BukoHauHsM ExoKI rta Y 3]]
HUPOK, HaBiTh 32 BIJICYTHOCTI KJIIHIYHUX IPOSIBIB
1IaTOJIONII.

BucHosku

1. lomupenicts CIIT B Ykpaiui cranoButs 77,53
Ha 100 000 sxuBux HoBOHapozKeHuX AiByar abo 0,06
Ha 1 000 quTgyoro HaceeHHS.

2. Bik Ha MOMEHT J[larHOCTYBaHHsI XBOpPOOHU CTa-
HOBUTH (9,33 £ 4,93) poky 3 MaKCUMATBHOIO YaCTO-
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TOIO IIEPBUHHOI peecTpaliil BUlIaAKiB y mybepTaTHOMY
BIIII.

3. B Ykpaini Haiibuibia vactka xgopux i3 CHIT
maioth Kapiotun 45,X (59,32 %), kapiotun 45,X/
46,XX rpamgerses y 22,90 %, a cTpyKTypHi aHoMa-
aii xpomocomu X — y 17,78 % xBopux.

4. XapaktepHi ¢enorunosi nposisu CIIT Haituac-
Tillle CIIOCTEPIralnTh y XBOPHUX 3 Kapiotumom 45,X,
JOCTOBIpHO pimiie — 3 kapiotunoMm 45,X/46,XX Tta

CTPYKTYPHUMH aHoMatisiMu Xxpomocomu X. /o ocHOB-
HUX O3HAK HAJEKATh HU3BKOPOCHiCTh, BKOPOUEHHS
IV Ta V merakapnajbHUX KiCTOK, aHOMAJil HITTIB,
MIUPOKA TPYIHA KJTiTKA, KOPOTKA IIH, TiePTEI0OPU3M
COCKIB.

5. Henocratust miarrnoctuka Bajx possutky CCC i
ceuoBuiyibHOI cuctemu B jiteit i3 CIIT B Ykpaini
CIIPSIMOBYE Ha TIONIYK IT€] MaTOJIOTi], HaBITh 3a Bifl-
CYTHOCTI KJIIHIYHUX ITPOSIBIB.
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