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Peswome. [lamoenomiunumu o3naxamu cunopomy Lllepeurescokozo-
Tepuepa €: HusbKOpOCTiCMb, WUPOKA 2PYOHA KNIMKA, 2INepmenopusm
COCKiB, YpOoOdCceHull TiMpamuunutl Habpsaxk Kucmeu ma cmon. B ocnogi

3aX6OPHOGAHHS MAE Micye Namono2iMHuY Habip XPoMOocom i3 deiyu-
mom 00Hiel X-xpomocomu. Jlimu Hu36K020 3pocmy 3 OUczeHe3ier
20HAO0, 5K 2pYNa pusuky ujooo cunopomy Lllepeutescorxozo-Tepuepa,
nompebyoms KOMWIEKCHO20 KIIHIYHO-2eHeano2iuHo20 ma yumozenme-
MUYHO20 0OCMENCEHHSL 3 MEMOK PAHHBOT 0Ia2HOCMUKU OAHOI namo-

noeii.

Beryn

VY neniaTpuyHii MpaKTHL 3yCTPiHalOTHCS TeHe-
THUYHO reTepOreHHI MaToJOTiYHi CTaHH, Ki KIITHIYHO
NPOSIBJISIOTECS HU3bKUM 3POCTOM Ta TiloroHa-
IU3MOM. 3HaHHS TeHe3y Ta KJIIHIYHOT CHMIMTO-
MaTHKH MAaToJIoTii, 10 XapaKTepU3y€EThCS HU3BKO-
POCIIICTIO Ta TUCTEHE3i€0 TOHAJ, € HEOOX1THUM IS
4iTKOI OpieHTalil B qU(epeHiHO-Ai1arHOCTUYHUX
acrieKTax OKpeMHX HO30JIOTTYHUX (OpM, PU3HAYEHHI
a7IcKBATHOTO JIIKyBaHHS Ta e peKTUBHOIO MEANKO-
reHeTUYHOTO KOHCYNbTyBaHHs. HaitycnitmHimoro €
JIIarHOCTHKA CIMaJIKOBUX 3aXBOPIOBaHb, Ki MalOTh
cneur¢ivHi ocodnuBocti GpeHoruiy. o Takux 3ax-
BOPIOBaHb, Hacamrepes, HaJlexkuTb cuaapom Lllepe-
uieBcbKoro-TepHepa.

CHMIITOMOKOMIUIEKC, 10 OEAHYE HU3BKOPOC-
JICTh 13 JUCTeHEe3i€l0 ToHaa, OyB BiIMiYeHUH 1e
PobGeprom Pecciie B 1922 poui Ta Ha3BaHWUH HUM
"CeKCOreHHO KapiinkoBicTio". JleTalibHillle CUHI-
POM HU3BKOPOCIIOCTI, cTaTeBoOro iHhaHTUII3MY, KpH-
JIOBUAHMX CKJIaZIOK Ha LIKT Ta BaJIbIYCHOI Aeopmarii
JIKTBOBHX cyI700iB onucaB y ceMH xiHOK [eHpi
Tepuep B 1938 pouii. ¥ 1959 poui Ford ta cniBaBTopu
BIEpIle BUSBUIIW MOPYLIEHHS B CKJIaAi CTaTeBUX
XpOMOCOM, a caMe - BiICYTHiCTb OAHi€T X-Xpo-
MOCOMH, XapakTepHe [Js AaHOTO CHHAPOMY.
BinbwicTs 3apoakis 3 kapiotunom 45,X0 (ictuHHa
MOHOCOMisl) THHYTh BHYTPiLIHBOYTPOOHO, TOMY
MOIIMPEHICTh MaToNOTii cepel HOBOHAPOKEHUX
JiBUAaTOK CTaHOBUTH Tiiibku 1:2500-5000 [1, 2]. B
KJTiHIYHIH MPaKTHLi, MOXKYTb 3yCTpidaTHCs BUIAIKH,
HeTUMNoBi g "kjnacuuHoro" BapianTta. Lle nosic-
HIOETHCS iCHYBaHHSM MEHLII MOMIMPEHNX FeHETHUHNX
dopM cuHIpOMY: MO3aiuHOT GOpMH MOHOCOMIT
(kapiotun 46,XX/45,X0 abo 46,XVY/45,X), HenoBHOT
MOHOCOMIT 3a X-xpoMocoMoto (izoxpomocoma X
abo jenelis 4aCTUHU X-XPOMOCOMH), SIKi Tepe-
OiratoTs Jierme. Haltuactinn o3Haky 3aXBOpIOBaHHs
- HU3BKOPOCIICTh Ta AUCTeHe3is roHaa. AJle Xapak-
TEPHI TaKOXK aHOMaJIiT CepLIEBO-CYIMHHOI, KiCTKOBOT,
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CEYOBUAUIBLHOT Ta iHIIUX cucteM [3, 4, 5]. Lle npus-
BOJUTH JI0 TOTO, 110 OATHKH 3BEPTAIOTHCSA A0 JiKa-
piB pizHOTO (haxy, ToMy 00i3HaHICTb JliKapiB y MuTa-
HHSIX TIOCTaHOBKH JliarHo3y cuHapomy LllepemieBcs-
koro-TepHepa € akTyalnbHOLO.

Meta gocJiif:keHHs

Bu3HauMTH KITiHIKO-()eHOTHITOBI Ta LIMTOr€HEeTHYHi
XapakTepucTuku cunapomy lllepemescekoro-Tep-
Hepa B UepHiBelbKiit 00acTi.

Marepian i meToan

O6c¢rexeHo 9 aiteii i3 cunapomom LllepemeBch-
Koro-TepHepa, Bikom 3-15 pokiB, siKi 3HAXOQUIHUCS Ha
JiKyBaHHI B eHAOKpuHosioriynomy BitiienHi OJIKJI
M. UepHiBui. BukoprcTaHo Ki1iHiKO- TeHea 0T YHHUH,
CUHJIPOMOJIOTIYHUH aHaJli3, IMTOTEHETUYHE 00CTe-
>KEHHS, 3araJIbHOKJIIHIYHI Ta CTATUCTUYHI METOIH.

OO6roBopenns pe3yJjbTaTiB A0CJiIKEHHS

HaifuacTiloo mpuunHOLO, 3 K0T MPOBOAMIIOCS
00CTEKEeHHS 3 TIOAAbLIOI0 KOHCYJBTALIEI0 eHI0K-
pUHOJIOTa Ta reHeTHKa, OyNo BiacTaBaHHS y Qi3ny-
HOMY PO3BHUTKY, 30KpeMa, HU3bKOPOCITiCTb.

PonoBin, AaHi Mpo cTaH 370poB's OaThKIB: criajl-
KOBICTb [0 MaTepUHCHKil Ta 0aTbKiBCHKil JTiHIAX He
00Ts>KkeHa, BUIMAAKUM HHU3BKOPOCIOCTI B POJHMHI
BificyTHi. He BU3HAUeHO KOpeNSLIiMHUX 3B'13KIB MiXK
BIKOM Marepi Ta BUHUKHEHHsIM cuHapomy lllepe-
meBcbkoro TepHepa y autunu. [lepebir BaritHoCTi y
marepi OyB yckianHenuid y 78% Bunankis (3arposa
nepepuanHns, ®ITH, 6GararoBoans, recto3u Barit-
HOCTi, Ti€JOHEePPUT, OXKHUPiHHA, MEPCUCTYIOUI
TORCH-indekuii). ¥ nBox Bumnaakax Oysiu 3armi-
JO3peHi YpOuKeHi Bau pO3BUTKY rjioay npu Y3/,
asie oJfHa IHKM BiIMOBHUIACS Bij MepepuBaHHs Ba-
TiTHOCTI, y iHIIOT - JiarHO3 BCTAHOBJIEHO Tics 22
THKHS recTatlii.

DEHOTHUIOBI XapaKTEPUCTHKH JiTeH BKIIOYAITH:
HU3BKHH 3picT y Mexkax 3-10 nmepueHTumiB Biano-
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BigHOTrO Biky(100%); HU3bKA ME)Ka POCTY BOJIOCCS
Ha notunuui (89%); mmMpoka rpyHa KIIiTKa i3 Impo-
KO po3cTaBieHUMHU cockamu (78%); kopoTka uus
(44%); nedopmoraHi ByuIHi pakoBuHH (44%) Ta ix
HM3bKe po3TalyBaHHs (67%); By3bKi, BUITYKIi, 3 [JH-
OOKHMM HIrTHOBUM JIOJKEM HIrTi (67%); TOTHYHE TTij-
HeOiHHS (55%); nTepuriym (KpUJIOBUAHI CKITaJKH Ha
i) - 33%. YV 1 qTuTHHYA BU3HAYEHO HASIBHICTH M-
CeJIbHUX HEBYCiB, fKi 3'sBUNKCA y 4 piyHOMY Billi.
[Tpu V3] opranie masnoro tazy y 78% Bumnaakis
BUSIBJICHO TiMNOIUIa3it0 MaTku Ta npuaatkie. Y 44%
BUMAJIKIB JiarHOCTOBAHO YPOJIXKEHI BaJIU CepIIs: CeTl-
TanbHi Bagu y 3 Bunaakax (33%), koapKTaLlito a0pTH
- OHOMY BUMNaAKy. Banu cewocrareBoi cuctemu,
30KpeMa, MOABOEHHS HUPKOBOT MUCKH Ta MiJKO-
BOMoAiOHa HUpPKA, criocTepiranvcs y 44% XBopuX.
OpHy 13 OCHOBHHMX [1iarHOCTHYHMX O3HaK - YPO/I-
JKeHU NiMpaTnyanii HaOPSK KUCTe# Ta cTom, 110
J03BOJISAE 3aMigo3putu cuHapom lllepenieBcbkoro-
TepHepa 1we B mojoroBoMy OyAWHKY B HALIOMY
JOCTTPKEHHI He BiJMiueHO. AHOMAaJTiT OMOPHO-PYXOBOT
CUCTeMHM B O0CTEIKEHUX JiTell npecTaBiieHi Kidoc-
kosiozoM (33%); ABOOIYHOIO TMIOCKOCTOMICTIO
(22%); WiNUHOIO M'IKOTO Ta TBEPAOTO IMiIHEOIHHS
(11%), nopywmennsm psaHocti 3y6is (11%). [Topy-
ureHHs 3i croponu [|HC BrjIrOUanu KOrHITUBHY He-
JIOCTaTHICTh (44% BUMAKIB) Ta MPOSBH HIYHOTO
enypesy (11%). OnwucaHo oTaabMONOrivHi 3MiHU
(cma3m akomopallii Ta Miomist); mopyeHHs GpyHKLiT
LIUTOMOAIOHO]T 3aJI03H.

VY Bcix giTeil niarHo3 Bepu(ikoBaHO 3a JOTO-
MOTOI0 JIOCTiIDKEHHS Kapiotumy: y 6 aisuar (67%)
BUSIBJICHO iCTUIHHY MOHOCOMIIO 10 X-XpOMOCOMi; y 3
(33%) - mo3zaiuHy dopmy MoHOcoMii (46,XX/45,X0).

BcTaHoBieHHs JiarHo3y 10 Mepioy cTaTeBOro
J03piBaHHS J1aJI0 3MOTY MPOBECTH AiBYaTKaM edek-
THUBHY 3aMicHy Tepamito mpenapatamu CTI Ta
€CTpOreHaMU Ta coLliajibHy afjanTaliio y X ciM'sax.

BucnoBkn

Kapaunanbuumu o3Hakamu cunapomy lllepe-
HIeBCHKOTO-TepHepa € HU3bKOPOCIIICTh Ta IUCTEHEe-
3isg roHaq. BciM giBuaTkam i3 3aTPUMKOIO 3pOCTY
He3'sicoBaHoT eTionorii abo 3aTpuMKoI0 Mybeprary
Ta BIZICYTHICTIO O3HAK, I[0 BUKJIFOUAIOTh CUHIPOM
IllepemeBchroro-TepHepa HEOOXITHO MPOBOIUTH
netanbHe Y3/] BHYTpIlIHIX Ta OpraHiB Majioro Tasy
1 LUTOr€HETUYHE JOCIIKEHHS.

CriocTepeskeHHs 3a XBOpUMHU 13 cHApoMoM [1le-

peleBchbkoro-TepHepa MOBMHHO MPOBOJIUTHUCS, B
nepury 4epry, reHeTUKaMH, SIK KOOpAUHATOpaMH
CIIOCTEPEIKEHHS 3a JaHUMHU CiM'ssMH, 1110 Oyie
CIPUATH paHHill AiarHOCTHL, aleKBATHOMY JIiKY-
BaHHIO Ta MOKPAIAHHIO COLIAILHOT aJlanTailii XBOpUX
Ta iX cimMeH i3 3amyueHHsM (axiBLiB pi3HUX MPodisiB
(eHAOKpHUHOJIOTA, FMHEKOJIOra, OPTONE/Ia Ta 1HIIUX
CHELIATICTIB).
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KIPOBJIEME IIOCTAHOBKHU JUAT'HO3A
CUHAPOMA HIEPEHIEBCKOI'O-TEPHEPA

H.U. Iuosvicoukan

Pe3rome. [larornomuueckue npuszHaku cunapoma Illepe-
nieBcKoro-TepHepa: HU3KOPOCIIOCT, IUPOKAs FPYyIHAst KJIETKa,
TUMEPTEIOPU3M COCKOB, BPOXKJICHHBIN TUM(aTHUECKHii OTEK
KUCTEH U cToll. B ocHOBe 3a00J1€BaHUs UMEET MECTO ATOJIO-
TMYECKHi Habop XPOMOCOM ¢ ASPHUIIUTOM OJTHOM X-XPOMOCOMBI.
B otnenbHBIX cllydasx HaOMIOAAIOTCS TOIBKO MOP(OIOTHIECKUE
W3MEHUHHUS B X-XpOMOCOME. JIeTH HU3KOT0 pocTa ¢ iMcreHe3ueit
FOHAJT HY>KIIOTHCS B KOMIUIEKCHOM KJIMHUKO-TE€HEAIOTMUECKOM
Y IIUTOTEHETUUYECKOM MCCIIEJOBAHUMU C LEIbI0 paHHEHR auar-
HOCTHKH JJaHHOM MaToJIOTHUH.

Kawuesble caoBa: netu, cunapom lllepemesckoro-
TepHepa, HU3KUI pOCT, AUCTEHE3MSI TOHAL.

TO THE PROBLEM OF TURNER'S SYNDROME
DIAGNOSIS

N.IL Pidvysotska

Abstract. Pathognomonic signs of Turner syndrome are: low
growth, broad chest, nipples hiperteloryzm, congenital lym-
phatic edema of hands and feet. The basis of the disease is a
pathological set of chromosomes with a deficit of one X chro-
mosome. Low growth children with gonadal dysgenesis, as a risk
group for Turner syndrome, require complex, clinically-genea-
logical and cytological examination for early detection of this
disease.

Key words: children, Turner's syndrome, short stature, go-
nadal dysgenesis.
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