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[lo mopyens po3sutky crari (IIPC) xpomocoMHuoro reresy 3apaxoByioTs cunzipoM Tepuepa (45,X), cunapom Knaitndensrepa
(47,XXY), amimrany ancrenesiio ronan (45,X/46,XY), oBorectukyssipny dopmy ITPC (45,X/46,XY; 46,XX/46,XY) Ta ximepuam
(46,XX/46,XY). Miarnoctuka ta audepeniiitna giarnoctuka [TPC XxpoMOCOMHOT eTioJIoril HeMoskinBa 6€3 IUTOreHeTUIHOTO Ta
MosekyspHo-intoreHernanoro (FISH-meton i3 Bukopucranaam [AHK-cnenndivyamnx 3onaiB Ha Xpomocomu X ta Y) 10CTiza-
skeHb. 3a pisnux ¢opm [TPC xpomocoMHOi eTioorii icHy€e pUsuK 3J109KiCHOTO Iepepo/pKeHHs ToHa1. Tepartist y XBOPUX 3 PisHUMU
opmamu [IPC cumnTomatiyuHa i cipsMoBana Ha (hopMyBaHHS GeHOTHITY (3aMiCcHA TOPMOHAJIbHA Tepartis, XipypriuHa KOPeKILis)
Ta ICUXOCOTaNBHY AN TAI0 3T1HO 3 00PAHOI IPOMAAIHCHKO0 CTATTIO. [IpecTaBaeHo 4 KIiHIYHUX BUTIAQIKH.

KmouoBgi coBa: TopynieHHs po3BUTKY CTaTi, XPOMOCOMHA TTATOJIOTis, ANCTeHEe31sI TOHA, OBOTECTUKYJIIPHA (DOpMa OPYTIEHHS

PO3BUTKY CTaTi, XxPOMOCOMHUI MO3aiI[U3M.

TepMiH «ropyuieHHs po3BUTKy crariy (IIPC)
OXOILITIOE TETEPOTEHHY TPYILy BPO/KEHUX TOPY-
II€HDb 3 HEBIIMOBIHICTIO MIJK 30BHIIITHIMHU CTATEBUMI
OopraHaMu, rOHa/IHOIO i XpPOMOCOMHOIO cTarTio [7, 18].
13 2006 poky BiH 3aMiHUB paHillle BKMBaHi TEPMiHU
«iHTepCeKC», «repMadpoIUTU3M» Ta <IICEBIOTepMa-
bpomuTuzms.

Yci cranm [TPC nofiisgiors Ha Tpu Tpymu — i3 Xpo-
MOCOMHUMU TOPYNIEHHSAMHU, 3 HOPMAJIbHUM YOJIOBi-
YUM Ta 3 HOPMAJIBHUM JKiHOUMM KapioTunom [4, 18].
[lo ITPC XpoMOCOMHOTO TeHe3y 3apaxOBYIOTh CUHII-
pom Tepuepa (45,X), cunapom Kiaitndensrepa
(47,XXY), amimrany aucrenesiio rouan (45,X/46,XY),
oBotectukysipay dopmy [TPC (45,X/46,XY; 46, XX/
46,XY) ta ximepusm (46,XX/46,XY) [18].

Cunopom Tepuepa (Turner syndrome) — xpomo-
COMHA TIaTOJIOTid, 3yMOBJIEHa MOHOCOMI€I0 X, CTPYK-
TYpHUMH 1iepebyoBaMu XxpoMocomu X abo Moszailus-
MOM 32 CTAaTEBUMH XPOMOCOMaMu 3 KionoM 45,X.
Kutiniuni BUSBY CUHIPOMY — 3a3BHYAii 3aTPUMKA POCTY
i cTaTeBOro PO3BUTKY PIZHOIO CTYIIEHS, CTUTME J1ceMb-
piorenesy, BpomKeHi B po3BUTKY. [loBHOTA 1 cieKTp
(benoTUTIOBUX O3HAK 3aseKaTh Bijl Kapiotuty [2, 11, 28].

[Tommupenicts cunapomy TepHepa B cepemrHbOMY
craHoBuTh 25—210 Bunazakis Ha 100 THCSY HapoKe-
HUX JKUBUMHU JiBUaTok [14]. YactoTy cungapomy
CKJIQJTHO BU3HAYUTHU 4Yepe3 WOTO TeHETHUYHY TreTepo-
TeHHICTh i HAsgBHICTh MO3aTYHUX (POPM i3 MiHIMaJb-
HUMM KJIHIYHIMY BUsiBaMu. B YKpaini nonmpeHicTb
maToJiorii cTanoBuUTh 77,5 Ha 100 THCSY HAPOKEHNX
JKUBUMH JTiBYATOK [3].

[uToreneTuune MOCTiKEHHS BUSABISE TaKi Bapi-
antu Kapiorumy y xBopux: 495,X; 45,X/46,XX;
45,X/46,XXX; 46,Xi(Xq); 46,X,r(X); 46,X,del(X)
(Xp); 46,X,del(X)(Xq) [1]. MoHOCOMIIO XpOMOCOMU
X (45,X) peecrpyiorb y 50—70 % maiieHTOK, YacTKa
CTPYKTYPHHUX 1epeby 0B XPOMOcoMH X 1 MO3ailu3My
3a craTeBUMU XpoMocoMamu ctaHoBuTh 30—50 % |1,
13, 17]. B yxpainchkiii nmomyssiiii cepeli BapiaHTiB
KapioTHILy y XBOpUX i3 cungpomoM TepHepa Hailbiib-
11a yacTKa TaKoK HasmekuTh MoHocomil X (60 %), Ha
JIPYTOMY MICITI — MO3aill3M 32 CTATEBUMU XPOMOCO-
mamu 45,X/46,XX (23 %), Ha TPeTbOMY — CTPYKTYP-
Hi iepebynosu xpomocomu X (14 %) [3].

Heo6xigHo 3a3HaunTy, 110 B 5 % BUIIAJIKIB CUH/-
pomy TepHepa mif yac MOJIEKYJISPHO-IIUTOTCHETAY-
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noro jocuipkends (FISH-metos i3 BuKopuctanusm
Y-crenudiunux 30H/IB) BUSBJSAIOTH MO3AilU3M i3
kaoHOM xpomocomu Y [23]. Hasgsuicth Y-xpomo-
COMHOTO Marepiajly B KapiOTUI B MAIiEHTOK i3 KJIi-
HIYHUM CUHAPOMOM TepHepa 3yMOBJIIOE BipUJIi3allifio
30BHINTHIX reHiTanil (rineprpodist KiaiTopa) i € 4nH-
HUKOM PU3UKY TOHA00JIaCTOMU 3 TKAHWHU JIUCTEHE-
tuynux rouaz [8]. ¥V mocaimkenni A. Sallai ta cris-
aBT. IIiCJI BUKOHAHHS TOHAJEKTOMII B MAI[IEHTOK i3
cuHipoMoM TepHepa Ta AMCTEHETUYHUMM TOHAJAMU
JiarHocTyBain OEe3CUMITOMHY ABOOIYHY TIOHA0-
6J1aCTOMY, TOMY aBTOPU PEKOMEHYIOTH 3iICHIOBATI
MOJIEKYTISPHO-IIUTOTEHETUYHE OCTI/UKEHHS Y BCIX
XBOPHUX i3 cuHAPOMOM TepHepa 3 METOIO JIarHOCTY-
BaHHS TIPUXOBAHUX KJIOHIB XpoMocomu Y [24].

[nma rpyma mociigHUKIB 3HAUINIA TPUXOBAHUI
TKaHWHHWE MozainmmaM i3 xpomocomoio Y y 35 %
BUIIAZIKIB Il yac 06CTEKEHH HaliEHTOK i3 CUHAPO-
MoM Tepnepa it MoHOCOMI€IO X 32 JAaHUMU PYTUHHOTO
KapioTuiryBanus [9].

3a ganumu E.B. Hook i D. Warburton, yci HoBoHa-
POMKeHi [liBUaTKa 3 Kapiotuom 45,X MaiTh TKaHWH-
HUIM MO3ailu3M (KJIOHU 3 HOPMAJILHOIO KUJIBKICTIO CTa-
TEBUX XPOMOCOM ab0 31 CTPYKTYPHUMU I1epeOy0BaMu
CTaTEBUX XPOMOCOM), SIKUU HEMOKJIMBO BUSIBUTH IIijT
Yac 3BUYAIHOTO IIUTOTEHETUYHOTO JI0CTi/KeHHs [16].

Y pasi moHocomii X TOHaJM Bi3yasi3ylOTbCs SIK
CIIOJTYYHOTKAHUHHI TSDKI 3 Hequ@epeHiiioBaHuMU
KJITHHAME 200 pyIUMeHTapHi siearuku. [Ipu nbomy
CIIOCTEPITAETHCS TIMEePrOHAIOTPOITHUN TITIOTOHAIN3M
3 KJIHIYHMMM BUSBAMU y BUTJISIAL BiacyTHocTi abo
3aTPUMKH PO3BUTKY BTOPUHHUX CTATEBUX O3HAK i
MepBUHHOI aMeHOopel.

Cunopom Knaiingpenromepa — onus i3 Haiimonm-
PEeHilMX XPOMOCOMHUX 3aXBOPIOBaHb cepej 0cib
4yos10Biuoi crari. Yacrora — oxgun Bunazox Ha 500—
600 HoBOoHApOKEeHNX XMomunkiB [10, 20]. Cunapom
3YMOBJIIOE TECTUKYJIAPHY IUCTEHE3iI0, 10 MPU3BO-
JUTh /10 TIHOrOHaAM3My i Hemiamsa. Y OLIbIIOCTi
BunakiB (80—85 %) BUSABISIOTH KJIACHYHNI IIATOTE-
HeTUYHMiT BapiaHT — Kapiotun 47,XXY. o iHmunx
IIUTOTEHETUYHUX BapiaHTIB, AKi BUABJALIOTD NPHU
cunzipomi Knaitadensrepa, 3apaxoByiors 48, XXXY,
Mmozainuam 46,XY /47, XXY, 46,XX/47 XXY abo
CKJQMHUU TOHOCOMHHUU MO3ailM3M 13 HagBHICTIO
kiony(-iB) 3 aBoma Ta Oiiblie XpomocoMamu X,
110 MOKe BIUIMBATH HA BUPAXKEHICTH KJIHIYHUX BU-
aBiB [27]. B oxpemux Bumajgkrax MoszaidHoi (opmu
cunzipomy Moxe criocrepiratucs [IPC, nanpukiazn,
oBoTecTUKYJIsIpHA (hopma [26].

Smimanuii 20nadanvHull duczenes (Mo3aiuHU
kapiortun 45,X/46,XY) xapakTepu3yeTbCsi 3HAUHOIO
BapiaTUBHICTIO (eHOTUITy 3aJieKHO BiJl BijicOTKa
KJIOHY KJIITUH 3 XPOMOCOMOIO Y: BiJl 3KIHOUOTO 3 O3Ha-
KaMu cuHzpomy TepHepa i1 pi3HOTO CTyTIeHI MAaCcKyJTi-
Hi3allii /10 40JI0BiYOro (DEHOTHUITY 3 TiIOrOHA/U3MOM i
wertizyam [12, 21]. Yacrora narosorii cTaHOBUTH
npubiuzao 1:15000 HOBOHAPOKEHUX XJIOMYUKIB.
[Tpuunnoio mozainuamy 45,X/46,XY crae mocrauro-
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THUYHA BTpaTa XpoMocoMu Y Y YaCTHHI KJIITHH eMOpio-
Ha. BoHa BUHUKA€E BHACIIOK HEPOCXO/KEHHS CTaTe-
BUX XPOMOCOM, MOPYIIEHHS KOH'IOTallii, BiJicTaBaHHSI
xpomocoMu Y B aHadasi ta ii HactynHoi BTpaTtu. [lo
YUHHUKIB, MO CIPUSAIOTh BUHUKHEHHIO MO3ailu3My
45,X/46,XY, nanexarb Makpo- i MiKpPOCTPYKTYpHi
nepebynoBu xpomocomu Y. Y OLIBIIOCTI BUIIAIKIB
MUIIEHTPUYHUX, KIJBbIIEBUX Ta i3oxpomMocoM Y TIif
4ac CTaHJAPTHOTO IUTOTCHETUYHOTO [[OCJIi[ZKCHHS
BUSIBJISIIOTh MO3aillM3M i3 HasIBHICTIO KJIOHY 45,X.
CrpykrypHa niepebyaoBa xpomocomu Y y OibimocTi
BUIIA/IKIB TPU3BOJIUTH /10 MOPYIIEHHS (HOPMYyBaHHS
crati Ta/a60 penpoaykruBHOl hyHKIii [21].

3Milianuil roHaJlaIbHUN JIUCTeHe3 — JIpyTra Mpu-
yuHa (OPMyBaHHS TeHiTaliil 3a HeBU3HAYEHUM
TUIIOM Y HOBOHapo/keHnX. [oHaam acumeTpuyHi:
JIUCTEHETHYHE SIEYKO 3 OJHOTO OOKY (CKIIANAETHCS 3
JIe30PraHizoBaHUX KaHaJIbIIB) 1 TsKenoaiOHa roHasa
(streak) — 3 apyroro (ckjagaerbcs 3 oBapiasbHOI
crpomu, asie 6e3 ooruris) [21]. Y miteparypi Tparuisi-
€TbCS I[e TEPMiH <«HEMOBHUN TOHANAJbHUN HCTe-
He3», AKUI 3aCTOCOBYIOTD JIJISE XapaKTEePUCTHKU 0Ci0 3
HOPMAJIbHO PO3BUHEHUM S€YKOM Y KQJIUTII 3 OZIHOTO
GOKy Ta 3 AMCreHEeTUYHOI0 abo TAKeNnoAi6HOI0 roHa-
noto — 3 apyroro. Kapiorun abo 45,X/46,XY, a6o
46,XY. [lng 1mi€l rpynu naIienTiB XapakTepHUI mpo-
MIKHUU THUI PO3BUTKY 30BHIIIHIX TeHiTaTil, ane 3
TEHJIEHITIEIO JI0 Y0JIOBIYOTO (DEHOTUITY 3 TIlTOCIIA/Ii€I0
[12]. Bubip rpomMajistHChKOI CTaTi TUTHHE 3aJIEKUTH
BiJi 6araThOX YNHHMKIB, 30KpEMa BiJl CTYIIEHS PO3BUT-
Ky CTaTeBOTO 4JeHa, MIiCIld PO3TalllyBaHHS TOHAJ, iX
(byHKITIOHATTBHOI CIIPOMOKHOCTI.

Ogomecmuxynapua gopma IIPC cTaHOBUTDH
6s3bko 10 % cepen yeix TTPC i o neperJisiy Tepmi-
HOJIOTIT MaJia Ha3BY «CIIPaBKHIN repMadpouTU3M»
[25]. s dopma [IPC — renernyso rereporeHHuit
craH, y 6ibimocti Bunajikis (60 %) y marfieHTis BUusiB-
JIATOTD JKiHOUY XPOMOCOMHY cTath (Kapiotur 46,XX),
y 30—33 % BunaaKiB — BapiaHTH TOHOCOMHOTO MO3a-
iu3My i3 KJIOHOM 3 XpoMocoMoto Y abo il 1oc1ioB-
uictio (46,XX/46,XY), 7—10 % mnaiienriB MaioTh
40JI0Biuy xpomocoMmuy ctath (kapiotun 46,XY) [5,
12]. Cepen MOXKIMBUX TPUYUH BUHUKHEHHS OITUCAHI
TaKOK TPAHCJIOKAIll TOHOCOM i3 3aJTy4eHHSIM JIOKYCY
Yp11, mozaiuusm 110 abepaHTHiil XxpoMocomi Y, jelie-
il abo toukosi myrtanii rera SRY [5]. HasBHicTb
TpaHcJaoKallii (pparmMeHTa KOPOTKOTO Iieda XpoMoCco-
MU Y, 110 MicTUTD TeH SRY, BUSABJIAIOTH Y cepeTHbOMY
B 10 % martienTiB 3 Kapiotumamu 46,XX i 45,X/46,XX.
DopMmyBaHHS TECTUKYJISIPHOI TKAHWHU B TIAITIEHTIB 3
oBorecric i3 kapiotumnom 46,XX mMoske OyTu 3yMOBJIe-
HO IPUXOBAHUM TOHATHUM MO3AiI[U3MOM, TPAHCJIOKA-
miero rera SRY na xpomocomy X abo aBTOCOMY,
Xp-pymaikamieio |5, 15], mymikariero reris SOX9 i
SOX3 [6]. Bizomo, 1110 36iJblieHHs 031 UX I'eHiB
xpomocomu Y TIPU3BOJIUTH JI0 TIOBHOTO a60 YaCTKOBO-
ro audepeHniiitoBaHHs TOHA/L 32 YOJOBIYMM TUIIOM YU
JI0 PO3BUTKY TECTUKYJISPHOI TKaHUHK Ta,/ab0 0OBOTEC-
Tic 3a BigcyrHocti rena SRY [25].
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OsotecturysgpHa dhopma [TPC xapaktepusyerncs
HASIBHICTIO 3PiJIOl TECTUKYJISIPHOI TKAHUHU (3BUBUCTI
ciM’siHi KaHasiblIli ) i 3pisioi oBapiasibHoi TKaHUHU (3 (o-
JiKyJTamu) B OfiHiil ab0 pisHUX ToHajax. JosoBiumii
(denoruit MaroTh pubIN3HO 60 % XBOPUX, KIHOUMN —
40 %, ofiHaK KOPEJISINiio MK (DEHOTHUTIOM i HasSIBHICTIO
XpoMOcoMU Y y KapioTumi He Z0Be/eHO. 3OBHIIITHI
reditasiii po3BUHYTI HElIPAaBUIIbHO, ajie yacTimre (75 %)
JIEMOHCTPYIOTh TEHJIEHITIIO /10 Y0JIOBIYOro Tuily (3 03-
HaKaMU HeIOCTaTHOCTI aHIPOTEHIB — TIMOCTIaIis i po3-
HIETIJICHHS KaJIUTKN). 32 OBOTECTUKYJISPHOI (hopmu
ITPC roHajiu acCUMETPUYHI i MOKYTH OYTHU TIPECTAB-
JIeHI y BUTJISIIL OBOTECTIC 3 OJHOTO OOKY Ta sSI€uKa 4u
sIEYHHKA — 3 JIpyroro abo oBotectic 3 000X GOKIB.
PigkicHuii BapiaHT — HasIBHICTb $I€YKa 3 OAHOIO OOKY
isleyHnKa — i3 TnporusexkHoro. Seynuk (3a3Buuait
3J1iBa, 3 (hostikysamMu) abo OBOTECTIC Bi3yasi3yloThCs B
YyepeBHill 1OpoKHKMHI a0 B IAXOBOMY KaHaJI, SI€YKO
(3a3Buyaii crpaBa) — y KaauTili abo B IIaXOBOMY KaHa-
ji. YuMm Oijibllla YacTKa TECTHKYJSIPHOI TKAaHUHU B
0BOTECTIC, TUM OlJIblIa IMOBIPHICTH TOTO, 1110 TOHA/A 3
TaKuM JnepeHIliiOBAHHIM OIYCTUTBCS B KAJTHUTKY |9,
12, 25]. MoskJBa 30epekera pepTUIbHICTD, HA/ITO 32
JKIHOYOTO (DEHOTHUITY Ta KIHOYOI XPOMOCOMHOI CTaTi.
Bubip ta peecrpaiiist rpoMaJsSiHCbKOI cTaTi AUTUHUA B
KOKHOMY BWIIQJIKy Bapiloe, y pasi kapiotumy 46,XX
mepeBary BifiIaloTh JKiHouiil crari |6, 25].

Jliarnoctuka ta audepentiiina giarnoctuka [TPC
XPOMOCOMHOI  eTioJIoril HeMOsK/IMBa 0e3 IMTOreHe-
TUYHOTO Ta MOJIeKyJigpHO-niuToreHeTnyHoro (FISH-
meto/ 3 Bukopucrtanusam JIHK-crenudiunux 3018
Ha xpoMmocomMu X Ta Y) MOCTiKEHHS.

3a pisaux ¢dopm IIPC, 30kpema i XpOMOCOMHOI
€TioJIoTi, iICHY€ PU3UK PO3BUTKY 3TOSKICHUX ITyXJIMH
in Situ i MyXJUH i3 3aPOJIKOBUX KJHTUH (CeMiHOMU,
roHajobsactomu, ucrepminomu toio) [19]. YunHuku
PU3UKY — HasABHICTb MaTepiasy XpoMocomMu Y y Kapio-
THIT Ta PO3TAILYBAHHS TOHAJ, OCOOJIMBO JIJIST TSIKETIO-
JiOHMX roHaz. Y pasi 3MilIaHOrO FOHAJAIbHOIO JUC-
reresy (45,X/46,XY) 3 iHTpaabIOMiHAIBHUM PO3Ta-
[IyBaHHSIM TOHAJl PUSUK BUHUKHEHHsI TOHA00J1acTO-
MU OIIHIOITh SIK BUCOKMH (iMOBipHicTH 10 60 %),
TOMY PEKOMEHJIOBaHA TOHAJEKTOMiS OApa3y Ticas
BCTAHOBJIEHHS iarHO3Y. ¥ pa3i 3MilllaHOTO TOHAIAIb-
HOTO JTUCTEHE3Y 3 KAJTUTKOBUM PO3TAITyBAHHSM TOHA/
PHU3UK OIIHIOITH SIK cepenHiit (10 28 %), peKoMeHI0-
BaHO TipodiakTIyHe crioctepekentd 1 pa3 Ha 6 mics-
1B, a B IyOepTaTHOMY BIl[i — TaKOK [IPOBEIEeHHS 6io-
1Cil TOHA 3 IOJAJIBIIAM TICTOJOTIYHUM OCTI/KEH-
HAM. Y pasi /lilarHOCTYBaHHS KaplIIMHOMU in Situ BU-
KOHYIOTh roHaziekTomito [18, 22]. OBorectukyssipHa
(opma ITPC He acomiloeTbcsd 3 BUCOKUM PUUKOM
3JI0SIKICHOTO TIepEPOJIZKEHHST TOHA/[ (PU3UK PO3ILIHIO-
I0Th SIK HU3bKU — 5 %). 3a 1iei ¢popmu [TPC pexo-
MEH/IOBaHE BUIAJICHHS TECTUKYJIAPHOI TKAHUHU 11€PE]L
nouarkoM mybeprary [12, 19].

Cuin 3a3HauuTH, 110 1MaTO(i3i0J0TisS Ta YMHHUKI
PUBUKY 3JI0sIKiCHOI TparchopMaliii J10ci TTOBHICTIO He
3’acosani [19].

N2 2017

Kainiunuii Bunasiox 1

JlutrHa Hapoauiacs y 310poBUX OATbKIB Bij Tpe-
ThOI BariTHOCTI, TPETiX BUACHUX MOJIOTIB 3 MaCOIO Tija
3100 Ti 3 oBXKUHOIO 52 cM. 3 HAPOKEHHST BiIMiUeHO
HelpaBujIbHy OyA0BY 30BHIIIHIX reHitajiii (pome-
SKUHHA TIIOCIIa/Iist, CKPOTO-JabiajibHi CKIaJAKH, KPUTI-
TOPXi3M), IO YCKJIAJHIOBAJIO BU3HAUYEHHSI CTATEBOI
HaJIE’KHOCTI HOBOHapOJKeHoro. [IuTuHy 3apeecTpy-
BaJU SK XJIOMYNKA 32 JaHUMU KapiOTUITY, SKUW CBIiJl-
YUB PO HAIBHICTH XPOMOCOMHOI MATOJIOTiI — CUHI-
pomy Knaitndensrepa (47,XXY).

Jlutuna Briepiiie IMPOKOHCYJIBTOBAHA Y Billi 2 pOKU
11 micstitiB. Denorut 6e3 ocobauBocreit (aueMopdiii
0binuYst He BUSIBJIEHO, Oy0Ba Tijia MPOMOPINAHA).
[Tokaznuku B KPOBi cTaTeBUX TOPMOHIB, (POJIKYJIO-
crumyJtioBasboro (D CT) it moteinisysaibaoro (JII)
TOPMOHIB — y MesKax jomybeprarHux Hopm. [liar-
HOCTHYHA JIallapoCcKoIis 3 Gioncieio ronaz (1iposeje-
Ha y Billi 2 POKIB) jaja 3MOTYy BUSBUTU TKAHUHY
S€EYHUKA TTPABOPYY 1 TKAHUHY S€UKA JIIBOPYY, Bi3yaJi-
30BaHO TOXiHI MIOJIepoBOi TPOTOKM — MAaTKy U
MAaTKOBi TpyOH.

OgapiaibHy TKaHUHY B 610TITaTi MOKHA MTOSICHUTH
HasIBHICTIO TTPUXOBAHOTO MO3AIIU3MYy 3a CTaTeBUMU
xpomocoMami (y repudepiiiniil Kposi abo y TKaHUHi

roHaj).
[liarHo3: mopy1ieHHs PO3BUTKY CTaTi XPOMOCOMHO1
ertiosorii — cunapom Kmaitadenvrepa (47,XXY),

OBOTECTHUKYJISIpHA (hopMa.

BpaxoByioun HETIOBHOIIIHHICTh TECTUKYJISIPHOI TKa-
HUHU TIpu cubapomi Kiaiindensrepa, HasgBHICTD y
MarfieHTa sseuHnkKa i noxigaux MioJaaepoBoi IpoTo-
KU, BUPAKEHY HEJOCTATHICTb MACKYTiHI3alliil 30BHIIII-
HIX TeHiTaJili, PONHI PeKOMEHYyBaJu 3MIHUTU T'PO-
MaJISTHCHKY CTaTh IUTUHU HA JKiHOUY, TIOCTiliHE CIIO-
CTEPEKEHHS B IUTAYOTO €HIOKPUHOJIOTA 3 BU3HAYECH-
usim piBast ropmonis (DCT i JIT| crareBux) 1 pa3 Ha
6 Mics11iB, BUZAJIEHHS sI€dKa Iiepe]] II0Y4aTKOM IyOep-
TaTy, IJIACTUKY 30BHINIHIX reHiTaxiii (obcsr i repmiH
Xipypriunoi Kopekii 1oTpeby€e yTOuHEeHHS 3 4acoM),
y TMOJAJBIIOMY — 3aMiCHY Tepaliio IpemapaTaMu
€CTPOTeHiB.

Kaniniuanii Bunagok 2

[uTuHa HapoaUaacs BiJ MEPIIO] BariTHOCTI, ep-
MUX BYACHUX IoJjoris 3 macoro tisa 3100 r i gos-
JKUHOI0 52 cM. 3apeecTpoBaHa B KiHOYIN rpoma’
JISTHCBKIN cTaTi. Ymepiie IPOKOHCYJIbTOBaHa y Billi
1,5 POKy 10/10 HENpaBUJIbHOT OyMOBU 30BHINIHIX
reHiTaniil: ckporo-naabianbHi craaaku, rineprpodis
kiaitopa III ctynens 3a [Ipagepom, 30BHIIIHIT OTBIp
ypeTpHu Ta BXiJ 10 MiXBU BiIKPUBAIOTHCA B YPOTEHi-
TaJbHUN cuHyc. J[UTHHA He CTUrMOBaHa, Oy/I0Ba
Tijia mpotniopiiiiina. [lig 9ac MUTOreHeTUYHOTO TOCTIT-
JKEHHST 3HAl/IEeHO XPOMOCOMHUI Mo3ainu3m (Kapio-
tun — 45,X/46,XY). YiabrpasBykoBe CKaHyBaHHsI
OpraHiB MaJOro Ta3da Ta MaXOBUX [IJFHOK Jajio
3MOTY BUSIBUTH MAaTKy, TIPaBy TOHA/Y, PO3TAIIOBAHY
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inTpaabominanbro (15,0 x 12,4 x 11,7 mm), i iBy
roHajy, SKa MiCTUJIacs y CKPOTO-JabiaJbHil cKaiii
(22,4 x 14,4 x 22,7 mm). TloKa3HUKHM CTaTEBUX TOP-
moHiB, MCT i JIT y kpoBi Oysu B Mekax gorybep-
TATHUX HOPM.

[liarnos: nopyueHHst PO3BUTKY CTaTi XpPOMOCOMHOI
eriosorii (45,X/46,XY), 3aMmimanuii roHagaabHII
JIICTEHES.

Pexomenpariii: crioctepeskeHHS B AUTIYOTO €HIO-
KpuHoJiora 3 BuaHadenusam pisust ropmonis (DCT i
JIT, ctateBux) 1 pa3 Ha 6 Mic41liB, XipypriuHa KOpek-
ITisT 30BHIMNTHIX TreHiTasiil y Bimi 5—6 POKiB, roHa/IeK-
ToMist y Billi 8—9 poOKiB 3 TOJAJBIIOI 3aMiCHOIO
Tepalri€lo mpernapaTaMu ecTPOTreHiB.

Kniniyuwnii Bunagok 3

JlutrHa HapoauiIacs y 340pOBUX OaTbKiB Bij mep-
1101 BariTHOCTI, MEPIINX BYACHUX IIOJIOTIB 3 Macoio
tisa 3400 v i gosxkunowo 51 cm. 3osHimHi renitasii
Oy chopMOBaHi 32 YOJIOBIYMM TUIIOM 3 BaJaMK PO3-
BUTKY Yy BUIJISAZL CTOBOYPOBOI Tirociaiii, 1B00iuHOro
1IaxoBOTO KpunTopxi3my. /[uTuHy 3apeectpyBaiu B
YOJIOBIUiil TPOMASTHCBKIN cTati. Y Bimi 1,5 poky JiiBe
SJE€YKO CaMOCTIMHO omycTunocs B KanutTky. [lig gac
I1aHoBoI  omepanii (opxizomnekcii) npasopyu OyJia
3HaliZieHa Ta BU/lajieHa TiloIIa3oBaHa ronaaa (ricto-
JIOTIYHO TKAHWHA SIEUHUKA 3 TPUMOP/LiaibHUMU (DOJIi-
Kysiamu) i MmaTkoBa TpyOa. IIpoBesieHO MOCTiKeHHS
kapiotuiy: 47,XXY[14]/46,XX][16].

Ha moment xoncysibraiii autunu (2 poku 4 Mics-
1i) derorun 6e3 ocobMBOCTEN. YIBTPa3sByKOBE CKa-
HYBaHHS J1iBOi ToHau po3mipom 16,8 x 8,9 mm znaso
3MOTY BU3HAUUTH HASBHICTb €XOCTPYKTYPH, TUIIOBOI
st steuka. [lokasuukm crateBux ropmoni, OCI i
JIT y kpoBi Oy/iu B MesKax JOMyOGEPTATHUX HOPM.

[liarHos: mopyieHHsT PO3BUTKY CTaTi XPOMOCOMHOI
etiosorii — cunzgpom Kuaiindensrepa (47,XXY /46,XX),
MO3aiYHUIl BapiaHT, OBOTECTUKYJISAPHA (hopMa.

BpaxoByioun po3BUTOK 30BHINTHIX TeHITaMii 3a
YOJIOBIYUM TUTIOM, HASIBHICTD SI€YKA B KAJIUTII, PEKO-
MEH/IYBaJl TOCTifHE CIOCTEPEKEHHS B AUTSIYOTO
eHziokpuHosora 1 pa3 Ha 6 Mic4dIiB, XipypriyHy
KOpeKIio rinocmnazii (cTpoku mposeeHHs norpedy-
I0Th YTOYHEHHs ), Y IperybepraTHuii i mybepraTHui
nepion — Busnauenns OCI, JIT i Tecrocrepony 3
METOI0 CBOEYACHOI MEIUKAMEHTO3HOI KOPEKIlii 3a
HeoOXisHOCTI (Tepartist pernapaTaMu TECTOCTEPORY ).

Kniniyunii Bunaaok 4
JlutrHa HapoaMIacs Bifl IEPIOi BariTHOCTI, TIEPIITIX

BYACHMX II0JIOTIB 3 MACOIO Tisia Tipu HapopkeHHi 2900 r
i mosxunoio 50 cM. 3apeectpoBaHa B JKiHOUil rpoma-

KoHdpaikTy iHTepeciB Hemae.
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JITHCBKIN cTaTi. Ymepiine IIPOKOHCYJIbTOBaHA Y Billl
8 MicsIiB 1110710 cKapr 6aThKiB Ha rirneprpodito KiTopa.
He crurmoBana, Oy/oBa Tijia TIPOMOPIiiHA. 30BHIIIHI
reHiTasii chopMOBaHi 3a JKIHOUUM THUIIOM, TillepTpodist
kmitopa Binnosizana II crymento 3a [Ipagepom, BXifn 10
MiXBU BIZIKPUBABCS HILKYE 30BHIIIHBOTO OTBOPY ype-
Tpu. [laHi yJI5TPa3ByKOBOIO CKaHYBAaHHSI OPraHiB MaJso-
ro Taza (ocranui y Bimi 11 pokiB) cBijyath po HasgB-
HicTb MaTK¥ I roHaz (1pasoi posmipom 10,9 x 6,8 x
7,6 MM 1 miBoi posmipom 12,0 x 7,0 x 7,9 mm). Lluto-
TeHEeTUYHE JIOCTiIZKEHHS ITOKA3a710 XPOMOCOMHUM MO32-
inm3m, xapiotun 46,XY[26]/45X[16]/47,XYY][4].
Y KpoBi BU3HAYEHO HU3BKHUI PiBeHb ecTpajiosy, HOp-
MasbHUll — TectocTepony, a nokasuuku OCI i JIT
TIOMiPHO TIEPEBUIITYBAJI HOPMATUBHI /114 BiKY, 10 BiJIO-
Opaskae (opMyBaHHs rineprouagoTpoiHoro (mep-
BUHHOTO) TilIOTOHATU3MY.

[liarHo3: mopy1ieHHsI PO3BUTKY CTaTi XPOMOCOMHOI
etiosorii (46,XY/45,X/47,XYY), 3mimanuii roma-
aJIbHUN [1CTeHe3.

CdopmoBaHuil 1HAUBIIyaIbHUI TIJIAH CIIOCTEpe-
JKEeHHSI, KOKHUX 6 MicdaliB BH3HAYaId aKTUBHICTD
TOPMOHIB KpOBi 1 3AiliCHIOBATN yJIBTPA3BYKOBUM
KOHTPOJIb PO3MiPiB TOHAJ, Ha CbOTOHI B:K€ BUKOHAHO
[JIAHOBY TOHA/IEKTOMIIO (Pe3yJIbTaTH TiCTOJIOTiYHOTO
nocaijzkenHst B8 pobori). IlmanyeTbest 3amicHa rOpMoO-
HaJIbHA Teparlis IpenapaTamMu eCTpOTeHiB.

JlikyBanug xBopux 3 pizaumu Gopmamu [IPC
CUMIITOMATUYHA i cripsiMOBaHa Ha (hopMyBaHHs de-
HOTUTTY (3aMiCHAa TOpPMOHAJIbHA Teparid, Xipypriu#a
KOPEKIIisI) Ta TICUXOCOINIAJIbHY aJ[alTalliio 3TiHO 3
00pPaHOI0 TPOMAJISTHCHKOIO CTATTIO.

Cutijt 3ayBasKUTH, 1110 BCTAHOBUTH OCTATOYHUHN KJIi-
HIYHUH iarHO3 MOKJINBO JIUIIIE 32 YMOBU 3aJy4eHHSI
10 1polecy 6aratbox (axiBiiB (reHeTHKa, eHJAO0KPU-
HOJIOTa, TIHEKO0JIOra, YPOJIOora, Xipypra, JikapiB (hyHK-
1IOHAJIBHOI JIIarHOCTUKH, TicuxoJiora). Crupaiounch
Ha PETPOCIEKTUBHUN aHAJIi3 MEIUYHUX KapT MaIli€H-
TiB, MOJKHA CTBEP/XKYBATU HAIBHICTb HETIOOJUHOKUX
BUIIQIKIB MTOMUJIKOBOTO TPAKTYBaHHS 3HAXIZIOK TIif
yac yJILTPa3BYKOBOI Bi3yasizailii BHYTPIIIHIX cTaTe-
BUX OpraHiB (xubHe BW3HAYeHHs JIOKajisalii Ta
HAJIEXKHOCTI TOHAJ, Bidyasizallii MaTku), a BijcyT-
HICTb MOKJIUBOCTI TTPOBEACHHS MOJIEKYJISPHO-IIUTO-
FEHEeTUYHOIO JIOCHiKeHHsT B 0araTbox perioHax
Ykpainu (OCKUJIbKU CTaHIAPTHE KapiOTUITyBaHHS He
3aBK/IN JIa€ 3MOTY BU3HAUUTHU HAIBHICTH MO3AiIU3MYy
ab0 yTOYHUTH XapaKTep MapKEPHOI XPOMOCOMH)
YaCTO TEPENTKOKAE KOPEKTHIN IarHOCTUIII TIaTOJIO-
rii. CyvacHi 3HaHHS PO PU3UKU 3JTOAKICHOTO Tiepe-
po/kenns rona) 3a pizaux dopm I[IPC paiots 3mory
copmyBaTu iHJAUBIyaJIbHUN TIJIAH CHOCTEPEKEHHS
3a TMAI[iEHTAMU Ta BU3HAYUTU ONTHUMAJbHI TEePMiHU
TOHAJIEKTOMI]I.
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HaPYLUEHMSI Pa3BHUTUA TTOAQ XpOMOCOMHOﬁ 3TUOAOTUMN
10.A. LLlep6ak

CneunaAn3npoBaHHbI MEAMKO-TEHETUUECKUIA LIeHTP
HaumoHaAbHas AeTckas cneumasmanpoBaHHas 6oAbHULA «OxmMaTAeT», Knes

K napymenusm passurtust nosa (HPIT) xpomocomnoii atnosorun ornocsit cungapom Tepuepa (45,X), cunapom Kuaiin-
desmprepa (47,XXY), cmemannpiii ronagambubiii aucrenes (45,X/46,XY), oBorecrukyssipuyio dopmy HPIT (45,X/46,XY;
46,XX/46,XY) u xumepusm (46,XX/46,XY). Iuarnocruxa u guddepennuansuasg guarnoctuka HPII xpomocomuoro mpouc-
XOJKIEHUST HEBO3MOJKHBI 6€3 I[ITOTEHETHIECKOTO 1 MOJIeKyIsipHo-1inTorenerndaeckoro (FISH-merox ¢ ncnompsoBanmem JHK-
crenuuUHLIX 30H10B Ha XpomocoMbl X u Y) uccaepoBanuil. Ilpu pasnnuneix dopmax HPII xpomocomuoit atuosoruu ects
PHCK 3JI0KaYeCTBEHHOTO TIepeposkaeHus roHaj. Tepamms y manmentos ¢ pasubiMu dopmamu HPII cummromaTtndeckass n
HarpasJsieHa Ha hopMupoBanue heHoTHNA (3aMeCTUTEbHAS TOPMOHAJIBHAS TEPAINS, XUPYPrUdecKast KOPPEKIIHs) 1 IICUX0CO-
[IMATBHYIO aTATTANIO B BIOPAHHOM IPAKAAHCKOM ToTe. IIpe/icTaBaeHnr 4 KIMHIIECKUX CITydast.

KomoueBble cioBa: HapylIeHUs! pa3BUTHUS 110712, XPOMOCOMHAsI IIATOJIOTHS, INCTeHe3 s FOHA/], OBOTECTHKYJIIpHAst (hopMa Hapy-
MIeHNsT Pa3BUTHS MO, XPOMOCOMHBIN MO3aNTIN3M.
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Disorders of sex development of chromosomal etiology

Yu.O. Shcherbak
Specialized Center of Medical Genetics, National Children’s Specialized Hospital «<Ohmatdyt», Kyiv

Disorders of sex development (DSD) of chromosomal origin include Turner syndrome (45,X), Klinefelter syndrome
(47,XXY), mixed gonadal dysgenesis (45,X/46,XY), ovotesticular form of DSD (45,X/46,XY; 46,XX/46,XY) and chimerism
(46,XX/46,XY). Diagnosis and differential diagnosis of DSD of chromosomal etiology are not possible without cytogenetic
and molecular cytogenetic (FISH with DNA-—specific probes used on X and Y chromosomes) analysis. Against different forms
of DSD of chromosomal etiologythere is a risk of malignant transformation of gonads. Therapy of patients with different forms
of DSD is symptomatic and aimed at formation of phenotype (hormone replacement therapy, surgical correction) and
psychosocial adaptation according to officially chosen gender. Presented in this article are 4 clinical.

Key words: disorders of sex development, chromosomal pathology, gonadal dysgenesis, ovotesticular form of disorders of sex
development, chromosomal mosaicism.
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