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The purpose of the work — to analyze the data of the literature regarding the clinical and
diagnostic features of Turner s syndrome.

Conclusions. Despite advances in the understanding of Turner syndrome, basic questions
and challenges remain in areas such as diagnosis, hormone replacement therapy,
comorbidities, fertility, and setting up clinics for adults with Turner syndrome.

Beryn

Anomanii  crareBux  xpomocom  (ACX) -
HaWTIOITUPEHIIIT XPOMOCOMHI MOPYIIEHHS 13 4acTOTOIO
1 ma 400 noonapomkenux. Cunapom Teprepa (CT)
e omgHmM i3 HauBigomimux cuaapoMmie ACX [1]. CT
XapaKTepU3YEThCs BIJCYTHICTIO OAHi€T X-XpOMOCOMH
abo 11 uactmHHM. JlaHi 3 HHU3KH €BPONECHCHKUX Ta
aziaTchKuX KpaiH 3acBimuyrots nomwupenicts CT cepen
HOBOHapomKkeHUX npubm3Ho 64 wa 100000, a gucio
(akTHYHO JiarHOCTOBaHWX JiB4aToK — Big 17 mo 35
Ha 100000 [2]. CT onnakoBo Bpaxae Bci reorpadiyti
PETiIOHM Ta KyJIbTypH 1 BUMara€ XpoMOCOMHOTO aHai3y
JUTS. BCTAHOBJICHHS OCTATOYHOTO JIIarHO3y. Y MAIliEHTIB 13
cuHapoMoM TepHepa BUIILI MTOKa3HUKH 3aXBOPIOBAHOCTI
Ta CMEPTHOCTI MOPIBHIHO 31 3I0POBUMHU JliBYaTKamMu [3],
1110 MOXE ITOSICHIOBATHCSI HAsIBHICTIO A0PTAJILHUX BaJl.

Banu cepusi, HeCyMicHI 3 JKHUTTSIM, NPU3BOJATH JIO
npubmu3Ho 99 % Brparm wioma [3], a JABOCTYIKOBHMA
AOpTaNBHUI KJIalaH 1 KOoapKTalis aopTH € HaHOUIbII
NOUMpEeHUMH Yy  HoBoHapomkenux 13 CT [4].
Y mocrtmybepraTHOMy BiIli aHeBpm3Ma aopth 1 i
po3IIapyBaHHS CHPUSIIOTH MiJABUIIEHHIO CMEPTHOCTI
cepel TakuxX JiB4ar. Y MOJIOAMX JIIOJIEH TParuIseThes
3HAYHO BHUIIA 3aXBOPIOBAHICTH HA T1IIEPTOHIIO 1 ITyKPOBUH
niabet 2-ro TUIY, HIX Y 3araibHii nonyssuii [S]. Tineku

ISSN 1727-4338  https://www.bsmu.edu.ua

Il 3aXBOPIOBaHHS CIPHAIOTH 30UIBIICHHIO DPaHHBOI
CMEPTHOCTI y TpPU pa3d TOPIBHSHO 3 €YyIUIOiTHOIO
nonyisiuieto  [4]. IloToyHe craHmapTHE JIIKyBaHHS
BKJTIOYA€E TEPAIIiio TOPMOHOM POCTY Ta 3aMiCHY Teparito
JKIHOYMMH CTaTeBUMH ropMoHamu. Kpim Toro, yporkeni
BaJy CEpIsl PEKOMEHJIOBAHO ONEPYBaTH B PAHHBOMY
Billi B KOMIIEHCAaTOPHOMY mepioni. OfHAaK CepeHill Bik
MMOCTAHOBKH J[iarHO3y CTaHOBHUTH OMM3BKO 15 pokiB [3],
10 € TIPOOIEMOIO ISl TI0YaTKy PAHHBOTO JIIKYBaHHS.

Merta goc/iigKeHHs
[TpoanainizyBaru aHi JJliTepaTrypy CTOCTOBHO KIJIIHIKO-
JIIarHOCTUYHUX 0COOJIMBOCTEN CHHIpOoMy TepHepa.

OcHoBHa yacTHHA

Kuminigai xapakrepuctukun CT mobpe Bijgowmi, 1€
HacamIepea HU3bKHH 3piCT, KOPOTKA U, KPUIOTIOI0H1
CKJIaOKd Ha IIWi, HU3bKAa JiHIA POCTYy BOJIOCCS Ha
MOTWIHIN, TiMEepPTPUX03, THIIOBI PHUCH  OOTHIUS
(rimepTenopu3M OYHUX MIUIMH Ta aHTHUMOHTOJOITHHIA
po3pi3 oueH, emiKaHT, MT03, MIKPOTHATIs, PETPOTEHis,
BUCOKHH 1 IIUPOKUH JI0O, rOTHYHE MigHEOIHHS, HU3BKO
po3ramioBaHi Byxa, aedopmalii BYIIHMX PaKOBHH),
MHOXKMHHI IITMEHTHI HEBYCH, HINPOKa IIUTONOAIOHA

TpyIHA KIIITKA, TIePTEIOPH3M Ta TIIOoILIa3is COCKiB, BaIu
Kniniyna ta exciepuMeHTanpHa narosoris. 2024. T.23, Ne 3 (89)



Scientific Reviews

cepus (KOAapKTallisi aOpPTH, JBOCTYJIKOBUH aoOpTaIbHUIA
Knmamad,  JedeKT — MINUIyHOYKOBOI  IEPETHHKH),
CHHIAKTHWIIS, KIMHONAKTHIIS MI3HHINB, TIimoIuiasis
abo rinmeprpodis HIrTHOBMX IUIACTHH, BaJd HHUPOK
(migKoBoOMONiOHA HUPKA, MMOJBOEHHS HUPOK, TillOIUIA3is,
Ti€JIOEKTa3isl, TiApoHedpo3), aHOMaTii ckeneTa (CKOIio3,
Kipo3, n0opmo3, BambrycHa jgedopmarist JTIKTHOBUX/
KOJIHHMX CyrIoOiB, BKODOYEHHS II'SICHUX KICTOK,
aHomaiii pebep, aHOMaiii JOBrMX TPyOUacTHX KiCTOK,
IJIOCKOCTOMICTh, OCTEOIOPO3), MATOJIOTisl SHIOKPHUHHOT
crucTteMH (TIMOTHPEO03, TUPEOINUT, POZBUTOK ITYKPOBOTO
niabery 2 Tumy, rimomasis abo amiasis s€YHUKIB Ta
MAaTKH), poOIeMu 3i CIryxoM, Hertiaas [6, 7].

Cepen HoBoHapomkenmx 13 CT Tpamisierbes
3HaYHA TeTePOreHHICTh QeHoTury. Hu3bpkopocmicTh Ta
JUCTEHE31s TOHA/I BBAXKAIOTHCS HAWPO3IOBCIOIKEHI IIIMMHU
CUMITOMaMHU cepejt yeix obcrexenux [8]. [Hmi kiiHivHI
03HAKH Ta CHMIITOMHU PI3HATHCS y MALIEHTOK 3aJIC)KHO
Bix Kapiotmiy. YacTo NMpu HApOMHKEHHI TPaIruISIOTHCS
KOpPOTKa WS 1 KPWIOMOMiIOHI CKIIAIKHA Ha Ui, HU3bKa
JiHIA POCTy Ha IIMi, HHU3BKO pPO3TALIOBaHI ByXa,
3MEHIIICHA JIOBXHMHA Tija MPH HAPOIKECHHI Ta HaOpsSKH
KHCTEH 1 CTOIL.

VY mepiomi IUTHHCTBA BHSIBISIOTH: HU3BKHH picT,
KOPOTKY IIHMIO, HOpPYHIEHHS IPUKYCy, aedopMaliiio
i YKOpDOYEHHS MeTarap3ajbHUX 1 MeTaKapIalbHUX
KICTOK, BAQJBIYCHY JI€BialIlilf0 KOJIHHUX Ta JIKThOBHX
cyriobiB, OCTEONOpO3, TeJIeaHTieKTa3li Ha IKipi Ta
B KHIIEUHMKY, SICKpPABO IIrMEHTOBaHI POAMMI IUIIMH
Ha TymyOi Ta mmi. XapakTepHi TakoK XMaporojaiOHi
MIOMYTHIHHS Ta 3HIKEHHS YYyTIUBOCTI POTIBKH OKa,
PETPOTEHis, 3MIIIIEHHSI 3iHUITb J0CEPEIUHH, PO3ITHPESHHS
ouHOT minuHu (cunapoM Jlanepuminia), OnifgicTh AUCKIB
30pOBOTO HEpBa, 3BY)KCHHS OYHUX apTepid, iHOAl
MOPYIIYEThCSA  CBITIAOBIMUYTTSA. Pimmme TpamistoThes
MiKpoQTaIbM, KOJIOOOMH MTOBIK Ta palIy’KKU, KaTapaKTa,
IOHAIIbKa Iaykoma [8].

Y nyOeprarHoMy mepiodi, SIK MNpaBWIO, y HHX
Bi/I3HAYAIOTH BiJICYTHICTh TOHAJ (areHe3is), MTUCTEeHEe31i0
seqaukiB (90 %), rinmomrasiro MaTkm Ta MaTKOBHX
TpyO, TMEpPBUHHY aMeHOpero, OiTHEe OBOJIOCIHHS JI0OKa
Ta TMaxBOBUX 3allaJiH, HEAOPO3BUHCHHS MOJOYHUX
3ai03. BHacmijok au3reHesii TOHaj MOPYUIYEThCS
(opMyBaHHS SI€YHHKIB, BOHHA MPEACTABICHI BY3bKUMH
CIIOTYYHOTKAHMHHAMH  THKAMH,  PO3TAIIOBAHUMHU
y MajioMmy Tasi [9].

Y gopociux OKIHOK 13 YHCTOK JIUCTEHE3i€l0
TOHAJ| BUSBIAIOTH HEIUTIUIS BHACTIAOK BiJCYyTHOCTI
SIEAHUKIB. [HITUMU MIPOSIBAMU MOXKYTh OYTH TilTepPTOHIS,
ITiIBUIIEHU I piBEHb ME4iHKOBUX (PEpPMEHTIB Ta iH(peKuii
cepennboro Byxa [10], mizBHIlCHA CIPHIHSATIUBICTD IO
PO3BUTKY IEBHHX 3aXBOPIOBAaHb, TaKUX SIK TIMTOTHPEO3
BHACIiJOK aBTOIMYHHOTO THPEOIiIUTy, MOpPYIICHHS
HHUPKOBHX (DYHKIIIH, OCTEONOpO3.

HiBuarka i3 CT marorh, SIK IPaBHIO, HOPMAaJbHUM
IHTENEKT, BUHATOK CTAHOBIATH MAIIEHTH 3 MO3aiYHIM
KapiOTHIIOM Ta KUTBIIEBOIO X-XpoMocomoro. JloBenmeHo,
0 HasBHICTH KijbleBoi X-xpoMocomu y xiHOK i3 CT
NIPU3BOAUTD 10 CEpPHO3HUX MOPYIIEeHb iHTenekTy [11].

3ragHa KimekicTh kiHOK 13 CT MaioTe mneBHHI
medimyT  iHTeNeKTyadbHOI — JisUTBHOCTI.  3a3BHUail
BOHM MalOThb HOpPMallbHi  BepOanbHi  31i0HOCTI,
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aje TOpYWIYIOTbCS HEBepOaIbHI HAaBHYKM, Taki SK
Bi3yaJIbHO-TIPOCTOPOBa 00poOKa, pyxoBa KOOPAWHAITIS Ta
nepuentuBHi 3ai0HOCTI [12]. Ile Moke BimoOpakaTucs
TpYAHOLIaMH B MareMaTulli, 1 0COOIMBO — Yy BHpIlIEHH]
KOHCTPYKTHBHUX 3aBJaHb, T[IOTaHHUM CHPHHHSATTAM
HaMpsIMKy Ta TPYIHOIIAMH y HaBYaHHI BONiHHIO. BoHH
MOXXYTh TAKOXK MaTH TOTiPIICHHSI KOPOTKOYACHOT ITaM’ATi
Ta yBaru [13]. Kpim Toro, y nmeskux xiHok i3 CT [14]
Mo)ke OyTH HOpyIIeHa BUKOHaB4a (QyHKIIS (MOXJIIMBICTb
IUTAaHYBaHHS Ta BUKOHAHHS 0araToCTyNeHEBUX 3aBIaHBb ).

Jipgarka i3 CT MOXyTh MaTH Pi3HI KapiOTHIIH.
Krnacuynmii  kapioTunm — 1€ BIiACYTHICTH  OJHI€T
X xpomocomu (45, X), sikuil TparseTbcs TPUOIU3HO
y 40-50 % Bunankis. Takox gacto OyBaloTh MO3aidHi
(dbopmu, SIKi CYIPOBOIKYIOTHCS HETHITOBOIO KITiHIYHOIO
KapTuHOt0. MOoXyTh OyTH Taki Bapiamii: 45, X/46, XX
(15-25 %), 45, X/47, XXX (3 %) 145, X/46, XX/47, XXX
(3 %), 45, X/46, XY (10 %), iHwi piakicHi CTPYKTypHi
aHomautii [6].

JloBenmeHo, 110 BIACYTHICTh KPUTHYHOI MJUISHKH
X-xpomocomu pl1.2-22.1, ne xapryrotscst reau UBEI,
USP9X; BMP15, npu3BOIUTH JI0 MOSIBU HU3BKOPOCIIOCTI,
YepeITHO-TINIIEBUX nu3Mop i, TiMTOTOHATU3MY;
aBTOIMYHHHX 3aXBOPIOBaHb IIUTOMOMIOHOI 3aJI03H.
Henenis  minsakun ~ X-xpomocomu pter 2232, ne
KapTyeTbcsi romeobokc-ren  SHOX (short stature
homeobox) mnpu3BOAUTH 1O TOSABH  CIHENUGIYHOT
KIIHIYHOT KapTHHH, a caMe: PO3BUTKY HHU3BKOPOCIIOCTI,
BaJIbTyCHOI fiepopMartii HKHIX KiHIIIBOK, OJTIFOIAKTIIIII,
MIKpOTHATIi, TOTHYHOTO TiHeOiHHs [15].

IIpu cxiramHOMY XpOMOCOMHOMY Mo3ainu3Mi 45,
X/46, XX; 45, X/46, XX/47, XXX; 45, X/47, XXX uei
CHUHJPOM Ma€ M’SKIIy KIHIYHY KapTuHy. HemionmaBui
JOCHIKEHHST TMOKa3anu, o vactka marfientiB i3 CT,
y SKHX JiarHOCTOBaHO Mo3aitmM (45, X/46, XX,
45, X/47, XXX, 45, X/46, XX/47, XXX), mocriiiHO
30ubIIyeThCsA [16, 17].

®deHoTUN MaIlieHTIB 13 KapiotumoMm 45, X/46, XY
Bapilo€ BiJl TPAKTHYHO HOPMAIBHOTO YOJIOBIYOTO
0 HOPMAaJBHOTO JKIHOYOTO i3 JESKMMH O3HaKaMHU
CT. IlikaBo, mo 90 % wmo3aikiB 45, X/46, XY
y NpeHaTaJIbHOMY IEpiofi MaroTh 4OJOBIUMK (eHoTH,
ToAl SK Yy TOCTHaralbHOMY Iiepioal  HaiyacTime
TparuIstoThCs narienTku 3 o3Hakamu CT [18, 19].

Tpamuiiitai MmeTonu (aHami3 KapiOTHILy XPOMOCOM)
Juisl  BU3HaueHHS posnoxuty kapiorumiB CT Oymm
JIONOBHEH1 BUKOPUCTAHHAM ¢ryopecueHTHOI
riopummsanii in situ (FISH) Ta OIHOHYKJICOTHIHHX
nonimopdizmiB (SNP) 3 X- Ta Y-cierudivanMu 30H1aMHU
npu migo3pi Ha moszaiumsMm [20, 21]. Hemonasuo Gyio
MOKa3aHOo, 1110 XPOMOCOMHHI MIKpOUYiIl i3 BAKOPHCTaHHIM
OJIITOHYKJICOTHIAHUX Ta ONHOHYKJICOTHAHUX IDIaT(OpM
€KBIBaJICHTHUI TIPH ITOCTAHOBI JiarHO3y B MAIli€HTIB
i3 cunapoMoM TepHepa, 32 BUHATKOM HHM3LKOPIBHEBOTO
Mo3ainusmy [22, 23].

CT y Oinpmiocti BUNAAKIB HE YCIAIKOBYETHCS Ta
OB’ I3aHUH 13 MOHOCOMI€I0 MATEPUHCHKOT X-XPOMOCOMH.
Ile cropamguuyna MyTamis, 0e3 MiJBHUIIEHOTO PH3UKY
peUMIMBY TPU HACTYMHHUX BaritTHOCTsAX. OJHAaK, SKIIO
€ 30alaHCOBaHA TpPAHCJIOKAIiA y Marepi abo KO
y Marepi € Mo3ainusM 45 X, BiH IepenacThCsl CTAaTeBUMU
KIITHHAMH. Y TMOOJAWHOKHX BUIAJIKAX YaCTKOBA JICIICIIis
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X-XxpoMocoMH MOX€ TpU3BecTH N0 ycnaakyBanus CT
HACTYTIHUM TIOKOJIHHM [24, 25].

BucHoBok
He3spaxkaroun Ha TOCSITHEHHS B PO3YMiHHI CHHAPOMY

Tepuepa, 6a30Bi MuUTaHHS Ta MPOOIEeMHU 30epiraroThCs
Yy TaKUX Taixy3sx, K JIarHOCTHKa, 3aMiCHa TOPMOHAJIbHA
Tepamis, CYIyTHI 3axBOpIOBaHHS, (EpTHIBHICTH Ta
CTBOPEHHS KJIHIK JUISl IOPOCIIHUX 13 Li€I0 MaTOJIOTIENO.
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