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SUMMARY

Turner's syndrome is a chromosomal abnormality where phenotypic females have either a missing X chromosome
(45X, 0) or a structural aberration of the X chromosome. A lot of ocular diseases are associated with Turner's syndrome. A
wide spectrum of ocular abnormalites have been reported, including nonfamiliar strabismus which is the most prominent
ocular abnormality and is present in 18.9-37.5% of cases, blue sclerae in 29%, ptosis in 16-29,1%, epicantus in 10-45.8%,
hypertelorism in 10%, red-green color deficiency in 2.7-10%, congenital cataract in 4.2-8.1%. Keratoconus, corneal nebu-
lae, corneal ulcers, microcornea and keratitis also may be evident.
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CAXETAK

TypHEpOB cHEAPOM je XpoMo30MCka aOHOPMATHOCT KOX koje (PeHOTHIICKe NeBOjIHIIe UMa]y jeJaH AIX OPYTH U3-
ry6sseHEH XpoMo3oM (45X, 0) i cTpykTypaiHy abepamujy jerHor of X XxpoMo3oMa. TypHEpOB CHHIPOM je 94eCTO YApYXKeH
ca MHOTMM 000JbeBrMa oka. OmUcaH je MUpOK crekrap o¢hTamMorIomkux abGHOpMATHOCTH Kol TypHepoBoOr CHHAPOMA,
K40 IITO Cy cTpabusaM koju ce Hajuenihe cpehe, kox 18.9-37.5% ciyuajesa, muase ckiepe xox 29%, mrosa xox 16-29%,
enukanTyc kox 10-45%, xuneprenopuszam kox 10%, qucxpomarorncuje y 0COBUHM LPBEHO-3eIeHO, Kox 2.7-10%, KoHreHu-
TaiHa karapakra ko 4.2-8.1%. Keparoxonyc, MaKyie, KOpHEAJIHH YIIKyCH, MUKPOKOpHEa M KePATHTHCH CE TaKohe MOTy

€BUICHTUPATH.

Kbyune pean: TypEEpoB CHEAPOM, XpOMO30MCKa a0HOPMATHOCT, O(TaIMOIOINIKE IIPOMEHE.

YBOJ

TypHEPOB CHHAPOM je XpOMO30MCKa abHOpMAI-
HOCT, THIIMYHA FOHO30MOIIaTHja Koja ce cpelie Kox AeBojun-
ra. TypHep je omicao HEKOJIMKO ISBOjIHIIA Ca CEKCYATHUM
rHbaHTHI3MOM, BparoM y Bumy cduare u cubitus valgus
Koje Cy IIPETXOIHO ONHCaHe Kao eHJOKPUHOIOIIKA 000Ibe-
ma. OxcycrBo "cekc xpomaruHa" kop, Behinae obonemix ca
TC ommcaH je He3aBUCHO Yy TpH rpymna 1954. ronune. Hcre
rofuHEe je HoTBpleH 45,X KapHOTHI y MHOTHM J1abOpaTopH-
jama. JleBojuunne ca TypHepoBUM CHHIPOMOM MMajy jeaH
WIA IpyTH M3ryOssenn xpoMo3oM (45X, 0) wim cTpykry-
panHy abepaumjy jemsor ox X xpomMosoma. MHImuaeHIa
TypHepoBor cuaapoMa ce nporewyje Ha 1:2500-3000 rxmu-
Bopohernx nesojumma. CMaTpa ce na ce Tek jemua og 1500
JIeBOjUYMIIa 3a9ETHX Ca MOHO30MHjoM X poIH, IOK C€ OCTa-
JI 3aMEIM PaHO CIIOHTaHO mobare. JeaHa JeceTuHa IATo-
TEHETCKH UCIUTAHUX CIOHTaHUX mo(adaja y MpBOM TpO-
Mecedjy iMa XpOMO30MCKH Hanas 45, X.

Etnonoruja. Y npubmmnxao 80% nepojumma ca
TC morOCcOMHja X (45, X) je onroBopHa 3a THIIMIAH (EeHO-

o TC, mok npeocramux 20% TC umajy apyre BapHjanTe,
OAHOCHO CTPYKTYpaJIHe IPOMEHE jeaHor X-roH030Ma Yy Ha-
py XX Kao mTo cy u30XpOMOCOM, IPCTEHACTH XPOMO30M
Wi Mary penenujy. Kimanuka ciuka TC 3aBucH of Be-
IM9HHe H3ryOibeHOr nena X-TOHO30MAa y CIIydajy cpy-
KTypHE abHOpMAaTHOCTH X-TOHO30Ma M Moryhiem mocro-
jamby MO3alIu3Ma.

ITarorere3a TC ca muToreHeTCKOM hOpMyIIoM 45,
X Be3aHa je 3a Hepas[(Bajarke TOKOM raMeTOreHe3e Ola MK
Majke, a MOXe OWTH ¥ TIOCIIEAWIA HETIPABHIHE AE00€ Y
OPBUM IIOCT3ATOTHAM MHATO3aMa.

Kiannudka cauxa. [1aBHe cCHCTEMCKe KapakTe-
puctrKe TypHepoBOTr CHHAPOMa Cy MaJia TeXKWHA U Ty)KHHA
HOBOpoheHe neBojunne. OHe MMajy BpaT cuHre, Koca UM
3aBpIIaBa HACKO U PaBHO Ha BParTy, OKPYITIACTO JIAIE, Malia
yCTa, BUCOKO HEIIE, MUKPOTHATH]Y, KaCHUj€ HEMPaBUIIHY
nerTuryjy. TypHEpOB CHHAPOM Ce KO HEKUX HOBOPOeHIX
Kapakrepumie TaMGpeneMoM Iaka U CTonala KOjH MOXe Ja
[Iep3WCTHPA ¥ KACHH]E.
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Cauka 1. - Mosauunu obnux Typruepoeoz cundpoma
20e jedan 0eo henuja uma jedpo ca 45 a opyau deo henuja
ca 46 xpomozoma, 00 kojux je jedan X 2onozom
cmpyKmypHo (npcmenacmo) usmMersen.

Yecro cy 3axBalieHH U YHyTpalIbH OpraHH, KOHICHH-
TamHU JiepekTH JeBOr cpha, KoapKTalja aopre, Hekaaa
aHeypH3Ma aopre ca mperehoM pynTypom, 4ecTo je mpH-
CyTHa XWIIepTEH3H]ja, TIOTKOBHIacTH OyOpesu. Moxe Ouru
TIPACYTaH XWUIIOTHPOMAM3aM, racrpo-e3odareansu ped-
ayke. IIpucyTHa je oBapujaiHa AucreHe3a ca Maiio Wi 6e3
(domkyna, ca IpUMapHOM aMEHOPE]jOM, CEKCyalTHH HHpaH-
THIIN3aM Ca MalliM yTepycoM, cTrepmiuret. JleBojune ca
TC umajy mmpoke MTUTACTE IPYIH ca pa3MakHyTHM Opa-
JlaBUIIaMa, KpaTke (ajlaHre MeTakapnalHe U MeTaTap3aHe
KOCTH, KyOUTyC BaJITyC, MyJITHILIC TNTMEHTHE HEeByce. Ye-
CTe cy peKypeHTHe nHeknpje yBa. MHOra ayromMyHa 060-
JbeBba, Kao MTo cy XaIuMOTO THPOSHAUTHC, Juaberec, jy-
BEHWIHH PEYMAaTOMIHH apTPUTHC, KOIareHo3e, IICOpHjasa,
Kponosa 6onecr, cy yapyxeHa ca TypHepoBEM CHHApO-
moM. UHave, To cy 0cobe HopMaiiHe uHTeImrennyje. Maxo
HMMajy HOpMaJIHe BPEAHOCTH XOPMOHA PacTa AEBOjYHULIe Ca
TC noctmxy Bucuny usmely 130 u 150mM nako uMmajy HOp-
MaJIHe BPEIHOCTH XOPMOHA PACTa.

Odranmonomxe npomene. OmuMcaH je IMHPOK
cmekTap o¢TamMonomkux abHopManHocTH Kon TypHepo-
BOT CHHZIPOMa, Kao IITO Cy cTpabu3aM, koju je Hajuemhu u
cpehie cey 18,9-37,5% cnyuajesa, nro3a xox 16-29,1% ciry-
JajeBa, xuneprenopusam kox 10%, enukanryc kox 10-45,8
%, INCXpOMATOIICH]j€ Y OCOBUHM LIpBEeHO-3eNieH0 Y 2,7-10%
cllydajeBa, IUIaBe cKiepe kon 29% u KOHTeHHTAIHA KaTa-
pakra xop 4,2-8,1%. Takolje Mory Outd mpHCyTHE U ped-
paKTHBHE aHoMaxmje. J[oNaTHO, OMMCAaHO je M HEKOIHKO
cllydajeBa IPYTHX OYHUX 000JbeHa, Kao IITO CY XPOHIMIHA
nuMdaHTHeKTa3!ja KOBYHKTHBE, KOHTEHUTAIHH TTIayKOM,
a0naiyja peTuHe, peTHHUTHC TMTMEHTOCA, JUCTeHe3a Mpe-
IEbET OYHOT CETMEHTa, EKCIEHTHIHE TIYTIHIIe, XOPOHAaTHA
U peTHHAHA HeoBacKynapusanuja, Koarcoea 6onect. Ha
POXBauu ce Mory Hahu OXHJBLIH, MaKylle, KOpHeallHe Y-
Iepalyje i KEpaTHTHCH, MEKPOKOpHEa H KEPaTOKOHYC.

ITopex Tora, y nutepatypu Cy onucaHa 4 ciyyaja
TIpeAmET yBeUTHCA Kof, TypHEpOoBOT cCMHApOMA. JeaH Ciry-
4aj mpemer yBenTrca 61o je npahen koMIUIMKangjaMa y
BHAY eleMa Ialuie BUTHOT )KHUBIA U HUCTOMIHOT efeMa
MaxyIe, a 1sa ciy4aja yBerTuca kox TC-a Omna cy yapy-
JKEHa ca CHCTEMCKHM 000JbeBrMa (IICOpHja3a U jyBEHIIHH
cepoHeratuBHU apTputuc). Kox cBux manujenara ca yBe-
HTHCOM IOCTOje aHTHHYKJIeapHa aHtuTena u XJIA-JIP11.
OBu Hana3y ykasyjy Aa ce yBenTHCH Kof, TypHepOBOr CHH-
JpoMa BEepOBATHO jaBJbajy Y CKIOINY dyTOMMYHHX 000Jibe-
Ba. YBEUTHC MOXe OHTH yHWIaTepalaH WM OuiaTealiaH.
V3 amexBaTHY TepamHjy KOPTHKOCTEPOHIMMA CBH CIyda-
jEBH YBEHTHCA CY U3IIEUCHH 6€3 CMam-emha BUIHE OITPHHE.

Jujarnoza TC ce mocrasiba Ha OCHOBY KapHOTH-
ma, KJIIMHAYKE ClMKe, Oykamau Opuc Ha BapoBo Temamme
(X-xpomaTuH) je HeraTWBaH, a y afioJICCOEHNHj! ce panxe
XOpMOHCKAa HCIIHTHBAR-a.

Jlegeme TC Morke OHTH KOH3EpPBaTHBHO U XHPYP-
TIKO.

3AK/bYYAK

TypHEpOB CHHIPOM je DEIIATHBHO PETKO KOHIeHH-
TamHO 000JBeHE M3 TPYIIe TOHO30MOIATHja KOje je JecTo
mpaheHo odranMonomkuM MaruecTanmjama. Odranmo-
JI031 Mory noMohu y MIACHTU(HKAIMJH U JUjarHOCTUIIM
OBHX IalFjeHaTa Te je 3a IOCTaBJbame aujarHose TypHepo-
BOT' CHHJIpOMa HEOMXOHAa 00aBe3Ha KOHCYITanuja opTai-
Morora. 3axBajbyjyhu caBpeMeHOj METUIMHHE IPOTrHO3a 32
JKMBOT M B-€T0OB KBAIMTET Ko Gonecuuna ca TC je nobpa u
CBAaKWM JJaHOM CBe NOBOJbHHja. PouTessMa 1 manmjenTr-
Ma ca TC je HeomxoaHa reHeTHdka HHGopManyja orro he mx
oxpabpurh 3a cnenehe npokpeanyje.
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