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CopokmaH T.B., MNoneatok H.O., Makaposa O.B.
BAH3 YikpaiHu «ByKOBUHCBKNM ASDIKABHNM MEANYHNM YHIBEPCUTET», M. YepHiBLI, YkpaiHO

CuHapoM KnanHpeAabTepa vy AiTen i NiAAITKIB:
NOEAHOHHS FeHEeTUKN N eHAOKPUHOAOTIT

For cite: Miznarodnij endokrinologi&nij zurnal. 2019;15(3):223-229. doi: 10.22141/2224-0721.15.3.2019.172108

Pe3tome. Metorw po6oTu 6yrio HaBEeCTV OITsh AaHUX JiTepaTypu LLOZO eTiosnorii i natoreHesy cuHapomy Knavi-
envrepa (CK). Hamu nposeneHmi ornsg Haykosoi nitepatypu wono CK 3a KIoHoBUMU C/I0BaMU «CUHBPOM
KnaviHgpenbrepa — Klinefelter syndrome», «cuHpgpom KnaviHgpenstepa — PevigheHiuteviHa — Onbpavita —
Klinefelter-Reifenstein-Albright syndrome», «rybepratHe HeLOPO3BUHEHHS CIM ABMBIAHUX KaHasbyiB — pubertal
underdevelopment of seminiferous tubules», «cuHgpom 47, XXY — syndrome 47, XXY» 3 BukopuctaHHsim PubMed
SIK roLLyKoBoi cuctemmn. CtatncTnyHi gari wjogo CK HeogHo3HaqHi. OKpeMuMy aBTopamm 4actota HapOLXKeHHS
oci6 i3 CK BusHa4eHa sik 1 Bunagok Ha 500—1000 XnBOHapOLXXeHVX XI0M4uKiB, Hagani 3poctae o 3—4 % ce-
pen 6e3rnnigHnxX 4osoBIKIB, y nalieHTiB i3 asoocrniepmieto giarHocTyetbest y 10—-12 % sunagkis. [NpnbnnsHo 10 %
Bunagkis CK BUABAIOTLCS LUSIXOM MpeHatasbHoIl fiarHocTvku. MeHoTUnoBa MiH/IMBICTE MOXe 3anexartu Bif
CTYMNeHs1 BUPAXXEHOCTI reHeTUHHNX NeeKTIB, AeiunTy aHaporeHis, Y4yTmMBocCTi aHaporeHHnx peventopis (CAG-
rosnimopghiam) abo Bif BUNagKoBoi iHakTneayii gogatkosoro matepiany X-xpomocomu. [legiatpy NOBUHHI 3HATH
PO (heHOTUNOBY MIHINBICTL CUHAPOMY KnaviHgberibTepa, 30Kkpema 38epTatu yBary Ha rcuxosioriyHi Ta BepoarsibHi
rnopyLUeHHs1. HeobXigHO TaKoX rpoBoANTN KOMITIIEKCHE MOJIEKY/ISIPHO-TeHeTUYHE [OCIIAKEHHS 3 MEAUKO-TeHeTUY-
HVM KOHCYJIbTYBaHHSAM YCiX JiTevi I3 HeOQHO3HaYHNMM CTateByMm opraHamn. ByacHo npuaHaqeHa tepariis 3Moxe
MIiHIMI3yBaTu He TiJlbK1 KOMITIIEKC QDEHOTUIMOBUX MPOSBIB CUHAPOMY, ane i, MOXIINBO, BIACTPOYNTU LLUBUAKY BTpaty
KIITWH criepmMaToreHesy, Lo [403BOSUTbL JOMOMOITY UMM rnayieHTam y peasisawii ix pernponyKkTMBHOI hyHKLI.
Knto4oBi cnoBa: cuHapom KnaviHgenstepa; KiiHidHW | reHeTuYHUi nonimMopghiam; ornsg

Bctyn

OcCTaHHIMU POKaMU KiTbKICTh HiTEl, HAPOIKEHUX
i3 pi3HUMHU 3aXBOPIOBAHHSIMU, AiarHOCTUKA SIKMX TIPU
HapoIKeHHI YTpyIHEHa, IMOCTYIoBO 3poctae [1, 2].
OCo0IMBO 11 CTOCYETHCS TUX MATOJOTIYHUX CTaHIB, SIKi
3a3BMYAil JiarHOCTYIOTHCSI [IUTOTCHETUYHUM METOIIOM,
OCKIJIbKM B HaIlliil KpaiHi KapiOTUITyBaHHS B Mepiofi
HOBOHAPOXKCHOCTI MPOBOAUTHCS TITBKU B OKPEMMX
BUTAAKax. Y 3B’3KYy 3 BUKJIAJEHUM BUIIE BUBUCHHS
3aXBOPIOBaHb, MOB’SI3aHUX i3 YTPYJAHEHOIO JiarHOCTU-
KOO B paHHbOMY Billi, € HAJI3BUUYANHO aKTyaJbHUM. J10
TaKMX 3aXBOPIOBaHb HaJeXuUThb cuHApoM KraiiHdenb-
tepa (CK), skuii mocimae TpeTe Micle cepel yChOoro
CIIeKTpa eHIOKPMHHUX 3aXBOPIOBaHb. BumepemkaioTh
oro nuiIe LyKpoBUii AiabeT i MaToOoTis IIMUTOIOII0-
Hoi 3a03u [3].

MeTto1o podoTH OyJIO HABECTHU OTJISI JaHUX JIiTepa-
Typu 1110710 eTioJjorii i matoreHedy CK.

Oorasga

Hamu mipoBefeHuit OMIsSiA HAyKOBOI JIiTepaTypu
moao CK 3a kiroyoBMMU clioBaMU «CUHApoM KiaiiH-
(enprepa — Klinefelter syndrome», «cuaapom Kiraiia-
denbrepa — PerideHiureiina — Onopaiita — Kline-
felter-Reifenstein-Albright syndrome», «myOepTaTHE
HEIOPO3BUHEHHS CiM’SIBUBIIHUX KaHAIbIIIB — pubertal
underdevelopment of seminiferous tubules», «cuHIpPOM
47, XXY — syndrome 47, XXY» 3 BUKOPUCTaHHIM
PubMed sk noiykoBoi cucremu. bepyuu g0 yBaru no-
CJIKeHHSI, TIpoBeAeHI 3a ocTaHHi 10 pokiB, mpoaHa-
Ji3oBaHi pedepatu 275 crareit. Kputepiii mist Bigoopy
cTareit 1151 1OCIiI)KeHHsI TPYHTYBABCs Ha 1X TiCHill ak-
TYyaJIbHOCTI 3 TEMOI0. BijIblll 1eTalbHO BUBUEHO PE3YJib-
TaTu JOCiIKEHHS, BUCBITICHI y 45 CTaTTSIX.

CuHOHIMU CMHIpOMY: cuHApoM KimaitHgpenbrepa —
Peiipenmreitna — Onobpaiita, cunapom KnaiiHdenb-
Tepa, TyOepTaTHE HEIOPO3BMHEHHS CiM’ SIBUBITHUX
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Autadya eHAOKpUHoAorisa /Pediatric Endocrinology/

4]

kaHanbliB (MixHaponHa Kiacudikamiss xsopod 10-ro
neperysiny: Q98.0—Q98.2, Q98.4; MedlinePlus: 000382;
eMedicine: ped/1252 MeSH: D007713).

CK — reHeTHYHE 3aXBOPIOBaHHS, 10 XapaKTepU3y-
€TbCSI HASIBHICTIO JOAATKOBOI XKiHOYOI CTaTeBOI XpOMO-
comu X (OIHI€ET 200 AEKITBKOX) Y YOJIOBiYOMY KapioTHIti
XY i BUSIBISIETBCS B IEPIIY Yepry eHIOKPUHHUMMU IO~
PYLIEHHSIMU 32 TUIOM IEPBUHHOIO YOJIOBIYOIO TiMo-
roHanmu3My (HEZOCTATHOCTI YTBOPEHHSI CTaTeBUX TOpP-
MOHIB 0€3IMocepeIHbO B YOJIOBIUMX CTATEBUX 3aJ71032X),
YacTille BUSIBJISIETHCS B TTEPIOJ CTATEBOTO JO3PiBaHHSI.

VyeHi po3xomsThesl B OyMIi, KOJU i KUM CHUH-
JIpoMm yriepiie OyB onucanuii [4, 5]. Tak, € mani npo
Te, 1110 BIEeplIe CUHAPOM onmucaHo Altmann B 1895 p.
i Berblinger B 1934 p. OnHak KJIiHiYHE i TaTOJIOroaHa-
TOMiYHE BUBUEHHST CUHIPOMY SIK CAMOCTiiTHOT HO30J10-
rivHoi (popMu Ta crisibHa myoJutikaiist B 1942 p. Bnepiie
Hasexath [.@. KnaitHdensTepy Monomimomy (Harry
Fitch Klinefelter Jr) 3 koneramu (Peitpenmreiin E.C. —
Reifenstein E.C. ta On6paiit ®@. — Albright Fuller)
y 3BiTi 1IOAO OOCTeXeHHSI 9 YOJOBIKiB, 00’€mHAHUX
CIIUIbLHUMU CHUMIOTOMaMHU, TaKUMU SIK TiHEKOMACTisl,
azocrepMmiss 6e3 ameinuriamy, MiABUILEHA €KCKpPeLis
doikynocTuMyiowdoro ropMony [6, 7]. Ilnrtorene-
tnaHa ocHoBa CK Bmepie 6ysa ormmcana P. Bpirrcom
(Robert Briggs) i M. bapom (Murray Llewellyn Barr) B
1956 potii. ¥ KapioTuIli XBOpUX BOHU BUSIBWJIM 3aiiBY
X-xpomocoMy — Kapiotun 0yB 47, XXY. IHuii mxepena
BKa3ylOTb Ha IPUHAJIEXHICTh OIUCY LIUTOT€HETUUYHOI
ocHoBU CK B 1959 pomi IT.A. JIxeitkooc (Patricia Ann
Jacobs) ta JIxx.A. CtpoHry (John Anderson Strong),
sKi npaioBany B kimiHini Western General Hospital B
Ennnoyp3i, Hlotnangis. Leit kapiotun (47, XXY) Ha-
JiexaB 24-piyHOMY YOJIOBIKOBI, y SIKOTO Oy O3HAKU
CK [8]. Hapani 3’s1BuMCS MOBIAOMJIEHHS i PO iHLII
TUITM MOJIiICOMii, 00’€IHaHi Mif 3arajJibHOI HAa3BOIO —
cunapom KiraitHdensrepa. Tak, Ferguson-Smith et al.
(1960) i Carr et al. (1961) moBizoMWIM PO BHUIIAJOK
TpucoMii 3a X-xpomocomoro — 48, XXXY; Muldal i
Ockey (1960), Carr et al. (1961) — 3a 48, XXYY; Ford
et al. (1959), Crooke i Hayward (1960) nepiuyimu omy-
OnikyBanu gaHi mogo MoszaiuHux ¢opm CK — 47,

XXY/46, X; Fraccaro et al. (1960), Anders et al. (1960),
Miller et al. (1961) moBizoMuUIM TIPO BUTAMOK TETPACO-
Mmii 3a X-xpomocomoro — 49, XXXXYY [9].

JonatkoBa xpoMocoMa X 3aJMIIAETLCS Y 3B’SI3KY 3
HEPO3XOIKEHHSIM XpOMOCOM TIi yac Mmeitosy I (ramero-
reHe3y). Hepo3xomkeHHsT BimOyBa€TbCs TOMi, KOJIU TO-
MOJIOTIYHI XpOMOCOMM, B JAHOMY BUMAAKy cTtateBi X- i
Y-XpoMOCOMHU, HE PO3IAUISIIOTHCS, YTBOPIOIOUM CIlEpMa-
To30iau 3 X- i Y-xpoMocoMaMM BifmnoBinHO. BHacimok
Yoro 3BMYaiiHoO HopMasibHa (X) 3arTigHeHa STMIeKTiTHHA
MPU3BOAUTL IO HapomKeHHs XXY-motoMmcTBa. [HIIMiA
MeXaHi3M 30epekKeHHsT JoAaTKOBOI XpoMocoMu X — Ki-
HOYMIA i TIOB’SI3aHUH i3 HEPO3XOMKEHHIM XPOMOCOM ITifT
yac meitosy I1. HeposxomkeHHsT BiIOyBaTUMETbCS TO,
KOJIM CECTPMHCBHKI XpOMATHIOM CTaTeBUX XPOMOCOM, Y
LIbOMY BUMAAKY XX, HE pO3AUISIIOTHCS. Y TAKOMY BUTIAAKY
SHLEKITITHHA OyIe MaTh Habip XX-XpoMocoM, i Ticis 3a-
IUTiTHEHHS CTIepMaTo30inoM Y 3’ IBUThCST X XY -HaIllaIoK.
OTxe, MOMWIKM B IPOreHe3i HalyacTillle BUHUKAIOTh
MPpU HEPO3XOKEHHI XpOMOCOM B Meii03i I, a B pa3i mate-
PUHCHKOTO MOXOMKeHHs — 1e i1 y meitosi I (puc. 1, 2).

Cratuctuuni gani mono CK HeomHo3HauHi. Okpe-
MMMM aBTOpaMU YacToTa HapomkeHHs ocib i3 CK Bu-
3HaveHa K 1 Bunagok Ha 500—1000 xuBoHapOIKEHUX
XJIONMYMKIB, Hagaji 3pocrae 10 3—4 % cepen Oe3IUTAHUX
YOJIOBIiKiB, Y TAIli€EHTIB i3 a300CHEPMi€I0 1i1arHOCTYETh-
csay 10—12 % sumnazxis [ 10]. BinzHavyaerbes, 1110 9acTo-
Ta 3aXBOPIOBAHOCTI Y YOJIOBIKiB i3 HOpMaJabHUM (hEeHO-
TUIIOM cTaHOBUTH | : 1100 4oJIOBIKiB, cepel XBOpUX Ha
mu3odpenito — 1 : 300, onirodpeniio — 1 : 95 Bunan-
KiB. Ockinbku CK npaktuuno B 100 % Bunaaxis cymnpo-
BOIKYEThCST OC3ITIAHICTIO, 32 CTATUCTUKOIO, B OMHOTO
i3 10 4010BIKiB, SIKi CTpaXXIalOTh Bif O€3MIiAHOCTI, BU-
apistetbess CK [11, 12]. OgHak Tinbku 10 % Bumangkis
CK niarHOCTyIOTbCS B AUTSYOMY Billi.

TouHi TIpUYMHU BUHUKHEHHS 3aXBOPIOBAHHS Ha
CbOTOIHI HEe BCTAHOBJIEHI. BiNbIIICTh AOCTIAHUKIB 3a-
nepevyyoTh (GakTop BIUJIUBY CIIAJKOBOCTI, MPU LILOMY
BiIm3HAUaOTh (PAKTOpM PU3WKY, IO MOXYTH CIPUITH
PO3BUTKY MaTOJIOTii: 3aHAATO MOJIOAUI ab0, HABIaKH,
JTy>Ke 3pUTNI BiK MaTepi, HECIIPUSTIMBA €KOJIOTiUHA 00-
CTAHOBKA, IIUTIO0 MiXK KPOBHUMH POIMIAMMU.
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PucyHok 1. HapopaxeHHs knituHu 3 kapioturiom XXY
BHacnifgoK Hepo3puBHoOI noAii ogHiei X-xpomocomu
3 Y-xpomocomoro nig 4ac mevio3y | y 4onoBika
(File: XXX syndrome (male).svg)

PucyHok 2. HapopxeHHs knituHun 3 kapioturiom XXY
BHacnifjlok Hepo3puBHoi rnogii ogHiei X-xpomocomu
nig yac mevio3y Il y XiHOK
(File: XXX syndrome (male).svg)
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IlpenarajbHa [iarHOCTMKA MICTUTh HEiHBa3WBHi
CKpUHiHroBi MeTonu: mpeHatanbHuil JJHK-Tect Pano-
rama (Illumina, CIIIA) i nmporeoMmuuii tect. I1pu Bu-
KOHaHHi Tecty Panorama 3 KpoBi MaTepi (MOYMHAIOYU
3 9-ro TUKHS BariTHOCTi) BUOKPEMITFOETHCS i TOCTIIKY-
etbest JIHK mnona, 1110 103BoJIsIE OTpUMAaTH BipOTiHi pe-
3yJIbTaTH TOPiBHSIHO 3i 3BUYaiiHUM O10XiMiUHUM CKpU-
HiHrom. I[1pu mpoTeoOMHOMY TECTi TOCIIIKYETbCS KPOB
XiHku B II TpuMecTpi BariTHOCTI Ha BMiCT LIepyJI0IIa3-
MiHY, aroJIiMoInpoTeiHy i Mmia3MapeTUHOJ3B I3yI0u0ro
Oinka [13]. CKpWHIHTOBI METOIM BMU3HAYAIOThH TiJIbKH
iiMoBipHicTh po3Butky CK, miarHoctuka X CK gk y
MpeHaTaaTbHOMYy (0iOTICist BOpCUH XOpioHa, KOPAOIIeH-
Te3, aMHIOLIeHTe3), TaK i MocTHaTaJbHOMY (JTiM(pOLUTU
KpOBi) TIepioaax MpOBOAUTHCS IIUTOTCHETUUHUM aHaITi-
3oM. [1pu6nusHo 10 % Bunankis CK BUSBISETHCS LIS~
XOM TIpeHaTaJIbHOI AiarHoCTUKH [14].

Tunosa kiiHiuHa kaptuHa 47, XXY-cuHapomy (Bu-
COKOPOCJICTh, €BHYXOIJIHA CTaTypa, MOpYLIeHHST (Gop-
MyBaHHSI BTOPUHHHUX CTaTeBUX O3HAK, TIiITOIIA3isI SIEUOK,
a300CIepMisl, TiHEKOMACTisl, paHHSI €peKTWIbHA JIMC-
(YHKIIiST) PO3BUBAETHCS B TIEPIOJT CTATEBOTO 103PiBaHHS
i B MOCTITyOEpTaTHOMY Billi, OJHAK 3aMilT03pUTHA CHUH-
JIPOM SIKOMOTa paHillle 3 MEBHOIO YaCTKOIO MMOBIpHOCTI
MpY Mifgo3pi Ha Mo3aiyHumii BapiaHT CK MOXIJIUBO Jutie
y JeSIKUX OiTell i3 MOMipHOI0 PO3YyMOBOIO HEAOCTaTHIC-
TIO 32 HASIBHOCTI B JIiHISIX MPOaHaJIi30BaHUX KJIITUH J10-
JATKOBOI CTaTeBOi XpOMOCOMM. Jlo MOYaTKy CTaTeBOro
PO3BUTKY BIAETHCS BiI3HAYMTHU TiJIbKUA OKpeMi (pi3udHi
O3HAKM: JIOBTi HOTM, BUCOKA TaJjisl, BUCOKUIA 3picT, ajie
Ha BiMiHY Bill TUIIOBOTO €BHYXOIAU3MYy pO3Max PyK y
HUX PiIKO MEPEBUIILYE JOBXUHY TiJIa, HOTU TOMITHO J0O-
B Tyay6a. ITik HambaBKu 3pOCTy MPUIIAJA€E Ha Tepiof
MixX 5—8 pokammu, i cepemHiii 3piCT TOPOCINX TAIiEHTIB
CTAHOBUTH MpuoIM3HO 179,2 £ 6,2 cM. Okpemi aBropu
BKa3yloTh, 110 y TanieHTiB i3 CK Bim3HauaeTbcs 3HU-
SKEHUI 00CSAT SIEYOK ITO TIEPioy CTaTeBOTO O3PiBaHHSI.
VY nipniTkoBOMy Billi CMHAPOM HaiyacTillie MpOsIBISIETh-
csI 30UTBIIIEHHSM TPYIHUX 3aJI03, X04a B JISSTKUX BUTIA/ -
Kax L€l 03HaKu Moxe i1 He OyTu. [Tpu boMy HeOOXiTHO
3a3HAYUTH, 110 y 60—75 % MimIiTKIB MyOepTaTHOTO BiKy
TaKOX BiJl3HAYAETHCS 30UTbIIEHHS TPYIHUX 3aJ103 — MMy~
OepTaTHa riHeKOMacTis, s1Ka, OAHAK, CAMOCTIITHO ITPOX0-
JIATH MPOTSTOM JIBOX POKiB, Y TOW Yac SIK y MAIli€HTIB i3
CK riHekoMacrTist 30epira€Tbcsi Ha BC€ XKUTTSI, BOHA IBO-
CTOPOHHS i, SIK TTpaBUJI0, 0€300J1iCHA.

V nesxux nauieHTiB i3 CK 3HMXKeHMI iHTENeKT i 00-
MEXXEHi BepOaIbHi i Imi3HaBabHi 3mi0HOCTI. KoedilrieHT
inrenexkty (IQ) y Takux mauieHTiB mepedyBa€e B IIMPO-
Kux mexax. OgHak BepOajibHUI KoedillieHT 3a3BUYaii
HWK4Ye Mi3HaBaIbHOTrO. JIerka po3yMoBa BiICTATICTh TPU
CK tpamnsietbest y 25—50 % Bumnajkis, ane iHomi OyBae
i OUIBII TSDKKUM CcTyMiHb [15, 16]. Yepes 3HMKEHY TTpO-
JYKIIil0 aHAPOTeHiB YacTO PO3BUBAIOTHCS OCTEONOPO3 i
M’s130Ba ciabkictb. Hepinko crioctepiraroThesl OsKUpiH-
HSI, TIOPYIIEHHSI TOJIEPAHTHOCTI JI0 TJTIOKO3HU i IyKPOBUIA
niabet 2-ro tumy. Y 4osoBikiB i3 CK yacTtoTa aBTOIMyH-
HMX 3aXBOPIOBaHb 3HAYHO BUIIIE MTOPIBHSHO i3 3MOPOBU-
MHU. € MOBIIOMJICHHSI ITPO IMiABUILIEHY YaCTOTY PO3BUTKY
PEBMAaTOITHOTO apTPUTY, CHCTEMHOTO YepBOHOTO BOBYA-

Ka Ta IHIIMX CUCTEMHUX KOJIareHO3iB, aBTOIMYHHMX 3a-
XBOPIOBaHb IIUTONOAIOHOT 3ay103u [17—23].

[Ipu mozaiuuami (46, XY /47, XXY) KIIiHIYHI CUMII-
TOMU BUpaxeHi ¢j1abo, i oOKpeMi XBOpi MOXKYTh 30epira-
TH, X04Ya i 3BHUKEHY, 3AaTHICTb 10 3arTigHeHHS [24].

MMamienTn i3 CK (48, XXYY) Binpi3HsIOTHCS OLTBIIT
BHUCOKMM 3pOCTOM, a pellTa KJIiHIiYHUX TMPOSIBIiB HIYUM
He BiAPi3HSIIOTHCS Bil MalieHTIiB 3 Kapiotuniom 47, XXY.
3a3Buyaii Taki MalliEHTH XapaKTepU3YIOThCS K TUXi i
CKPOMHi, MPOTe MOXYTh OYTU arpeCUBHUMMU i1 iMITyJIb-
CUBHMMMU, Y HUX BiI3HAUalOThCs HAabarato HUXXYi agarn-
TUBHi MOXJIMBOCTI B COLliaJIbHOMY cepenoBulli. B oci6 i3
CK (48, XXXY) yacTo BiI3Ha4aI0ThCs TaKi aHOMaJTii, SIK
OYHU TiMepTeIOpU3M, IIJIOCKE MepeHiccsl, TPOMEHEBO-
JIIKTBOBUI CUMHOCTO3, KJIMHOAAKTWIIIST I’ SITOTO TajbLs.
KoediuieHT iHTeNeKTY 3a3BUYali 3HAXOAUTHCS B MeXKax
40—60, MOBJIEHHS TaKMX XBOPMX 3HAYHO YITOBIJILHEHE.
Y noBeniHIIi Bin3HAYAETHCS BUPAXKeHU I iH(AHTHITI3M.

Binbin BupaxkeHi mopyuieHHs Gpi3U4HOro i po3yMo-
BOro po3BUTKY MatoTh ocobu i3 CK (49, XXXXY). Bonu
MPOSIBJISIIOTHCST MiKpoleali€lo, OUHUM TillepTeopu3-
MOM, TIJIOCKUM T€PeHICCIM, BY3bKUMU OYHUMU 1IN~
HaMU. 3pICT TaKMX XBOPUX 3a3BUYail HU3bKUIA. BoHU
MOXYTbh TaKOX MaTH IIIJIMHY MigAHEOIHHS, Baau ceplst
(B Tomy uuci Binkputuii ductus arteriosus), mpoMeHe-
BO-JIIKTbOBUI CUHOCTO3, BaJIbIyCHE BUKPHUBICHHS KO-
JIIHHUX CYIJI00iB, AedopMallifo CTOIl, KIMHOTAKTUIIIO
m’sgtoro naubus. OOCAT S€40K, a TAKOX pO3Mip craTe-
BOTO WJIeHAa y TAaKMX TAaIlli€HTIiB MaJieHbKi. 1Q 3HMmKeHuit
i sHaxonuThes B Mexax 20—60. Ix 3a3Bnuait onucyiors
SIK CKPOMHUX 1 JOOPO3UYWIMBUX, 3 BUTTAAKOBUMMU Hara-
JIaMU IPaTiBAMBOCTI i clajaxaMu THiBYy, MalOTh TPYAHO-
111i B ajanTailii 40 MOCTiiHO 3MiHIOBAaHUX YMOB COLIiaib-
Horo cepemoBuina [25—30].

Hns 3’scyBaHHSI IPUYMHU BiIMiHHOCTEe! (heHOTH-
TMOBOTO MPOSIBY CUHAPOMY IPOBEACHO MOJICKYJISIPHUIA
aHaJIi3 TIepIIoTo €K30Ha TeHa aHIPOTEHOBOTO PELIETITO-
pa [31, 32]. 3a3HaueHUit reH CKJIaJaEThCs 3 BOCbMU €K-
30HIB, TIEPIINH i3 SKUX KOIYE TPAHCAKTUBHUI TOMEH,
npyruii i tpetit — JJHK-3B’s13y10unii noMeH, 5’-KiHelb
YETBEPTOTO €K30HA — 3aJleKHUU JTOMEH, 3’-KiHelb
YETBEPTOTO €K30Ha CIIUIBHO 3 IT’SITUM i IIIOCTUM €K30-
HaMU KOAYye€ JiraHa-3B’g3ytouunii qoMmeH. Ilpu mbomy
caMme TepIIMi €K30H MICTUTh ToJiMOpdHI MOBTOPU
CAG, 1110 KOAyIOTh MOJIryTaMiHOBI JJAHLIIOTH aHAPO-
TeHOBOTO pelenropa. BcTraHOBIEHO B3a€EMO3B’SI30K
MiX pi3HUILIEIO YMCJia TIOBTOPIB i eKCIpeCielo aHapore-
HOoBoro CAG-penenropa (y cepenabomy 20 TOBTOPIB).
3 ommAmy Ha Te, IO Te€H aHAPOTeHOBOTO pPeIeNTopa
3HAXOOUThCS Ha X-XpOMOCOMi, Ka B HOPMi y 4OJIO-
BiKiB € B €EIMHOMY €K3EMIUISIPi, a Y XKiHOK OJHAa 3 HUX
iHAaKTMBOBaHa, MPUPOJHO, 1110 BiCYTHICTh JJailOHi3alil
MPU3BOJUTD 10 J10aTKOBOI EKCIPECii reHiB 3a3HaYeHO1
XPOMOCOMU, TMOB’SI3aHUX i3 CTPYKTYPHUMMU (DYHKILisI-
MM TOJIOBHOTO MO3Ky. KpiM Toro, npucytHicth Pars-
TeHiB Y-XpOMOCOMM, $SIKi MalOTh aHaJIoru abo He Ma-
I0Tb QaHAJIOTIB Yy X-XpOMOCOMi, B pe3yJbTaTi MOJABOEHHS
X-xpomocomu y xBopux i3 CK 306inbI1ye 1o3y excripe-
Cii, 1110 TaKOX BILJIMBA€E Ha (DEHOTUIIOBY BapiabeIbHICTh
KJTIHIYHUX TIPOSIBIB 3axBoploBaHHs [33].
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Posmupenuii anaji3 ekcrnpecii reHiB X-XpoMOCOMU
MOKa3as, 110 Maiixe 15 % reHiB yHUKAIOTh iHAKTUBALIil
[34—36]. Bimomo, 110 reHu, sIKi YHUKAlOTh iHAKTUBa-
11ii, po3TallloBaHi He JOBIJILHUM YMHOM, a Ha KOPOTKO-
My Iiedi X-xpomocomu, i 10 % i3 HUX MaOTh 3MiHHY
iHaKTUBallil0, TOOTO B OHMX XKiHOK BOHU 3a0JI0KOBaHi,
a B iIHIIMX — Hi. AHAJIOTiYHA CUTYyallis CIIOCTEePira€Th-
ca iy yonogikiB i3 CK: HammuikoBa X-xpoMocoma
iIHAaKTUBYETHCS, ajie He TOTaJIbHO. Ti reHu, sIKi YHUKJIU
iHaKTUBAllii, MalOTh BUILUI piBeHb €KCIPECii y 4010~
BikiB i3 CK TOpiBHSIHO 3 40JIOBiKaMM 3 KapioTUIIOM
46, XY. I1pu uboMy MiABUIIEHI 03U TEHHUX MPOAYK-
TiB y nanieHTiB i3 CK Texx MoxXyTh OyTU piZHUMU, 110
MPU3BOIUTH 0 IIMPOKOro CHeKTpa KIiHiYHUX 1 (e-
HOTHUIIOBUX TIPOSIBIB 3aXBOPIOBaHHSA. Tak, IMpu MOBHO-
reHoMHOMY SNP-reHotumnyBanHi (Single nucleotide
polymorphism), Koiu MoxHa 3HAITHU BiIMiHHOCTI MO-
caigoBHocTi JIHK po3mipoM B oguH HYKJIEOTUA MiX
TOMOJIOTIYHUMU AUISTHKAMU TOMOJIOTIUHUX XPOMOCOM,
YCTaHOBJIEHO Bapiailii ymcia Komiii reHiB (CNVs) y
Oinpw Hix 40 % nauienTis i3 CK, 1110 BAHMKAIOTh BHA-
CJIiIOK He30aJlaHCOBAaHUX XPOMOCOMHUX IepeOyaoB.
Bussineno, 1o CNVs y nauienris i3 CK y 94,4 % Bu-
MaaKiB BUSBISIOTHCS AYTUTiKALIiSIMU TeHiB. /1o 11X TeHiB
BigHocsaTbess SHOX, CSF2RA, SLC25A6, PCDH11X i
IL9R, sKi po3MmilleHi B NCeBIOaBTOCOMATIbHUX MiISTH-
kax (PARs) i Xq21.31. BuieBkasaHi reHu MatoTh TOMO-
Jord Ha Y-XpoMOCOMi, 1110 O3HAYa€ MPUCYTHICTb JBOX

KOIili y 3I0POBUX YOJIOBIKiB i )KiHOK, TPbOX KOITili — y
nauieHTiB i3 CK 6e3 mymikalii i YoTUpbOX Komiih — i3
nymikaniero. 'enn STS ta PNPLA4 npucyTHi TibKu
Ha X-xpomocowmi [37]. Lli maHi y3romKyoThCs 3 pe3yiib-
TaTaMM iHIIOTO JociakeHHs [38]. Ha maHuii yac BcTa-
HOBJICHO HE TUIBKU T€HU, 110 MiJIAI0ThCI AyTUTiKALil y
nauieHTiB i3 CK, aJjie i reHHi MPOAYKTH, a TaKOX MeTa-
OoMiuHI 1IIIXU, Ae BOHU 3amisiHi. OKpiM 30iIbIICHHS
TeHHMX IIPOAYKTiB, X-XpOMOCOMa BIUIMBAE i Ha EKCITpe-
cito reHiB aBrocoM. AHani3 JIHK niMmpouunTis y naiieH-
TiB i3 CK 3 Bukopucranusm JIHK mikpouinis mokaszas,
o 480 reHiB aBTOCOM MaJiu TiABUILEHY eKCIIpecito, a
osm3bko 200 — 3HMKeHY [39].

Takum uYuHOM, (DEHOTUIT XBOPOTO 3 CHUHIAPO-
MmoM KiraiiHdenbrepa 3ameXXuTh Bim 4ucia 3aliBUX
X-xpomocoM i goBxuHu CAG-aneni [40—42]. IligBu-
IIEeHHS IIUX MOKA3HUKIB MPSIMO MPOIOpPIIiiiHEe MCUXiv-
HOMY PO3BUTKY, COLiajbHili aganTalii, npodeciiiHii
JiSIIBHOCTI i 3BOPOTHO MPOIOPIIiiiHE pO3BUTKY YOJI0Bi-
YUX CTaTEBUX O3HAK.

BruiuB nigBuilieHoi 103U reHiB Ha X-XxpoMocoMmy (i,
MOXKJIMBO, iHIII FeHeTMYHI MeXaHi3MH, TaKi SIK iHIIa
KapTMHA METUJIIOBaHHS i acCUMeTpHUuHa X-iHaKTUBallisl,
1110 TIPAIIIOE Y3To/IKeHO) TepeOyBa€ B LIEHTPI Cy4aCHOTO
po3ymiaHs natoreHe3y CK (puc. 3). Lle mpu3BOaUTh 10
HU3KU €(DEeKTiB, 1110 BIUIMBAIOTh HA €HAOKPUHHY CUCTe-
My, OCOOJIMBO Til€PrOHAAOTPOITHOIO TilTOTOHAAU3MY,
3MiHM CKJIaJy Tija i MiJABUILEHOIr0 PU3UKY OCTEONOPO-
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PucyHok 3. Bnnus nigBuLleHoi o3u reHis Ha X-xpomocomy [43]

TMpumiTKn: CTPiNKn BKa3yoTb Ha MOXNIUBI Hacnigkn — He BCi B3aeMogii 6y nokasaHi B HayKoBUX [OCHiAXEH-
HsAXx; BNP — HaTtpiiypeTu4dHuii nentug rosioBHoro mo3ky; FGFR3 — peyentop ¢hakTopa pocty ¢hi6pobnacris 3;

CAYIr — cuHapom pgeqpiunty yBarn/rinepak TMBHOCTI.
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3y. [imoroHagn3M Mae TommpeHi e(pekTH, 110 BIUITMBA-
10Th: 1) Ha pi3Hi piBHI TOPMOHIB; 2) CepLeBO-CYAUHHI
03HaKM; 3) MeTabOJIiYHiI 0OCOOIUBOCTI; 4) OE3IUTiIHICTE.
l'inoroHanu3M MPU3BOAUTH 10 XMOHOTO KOJIa, 11O Ii/I-
BUILYE PE3UCTEHTHICTD 10 iHCYJIiHY i MOCUITIOE HECTIPU -
STJAWUBI 3MiHU CKJIaAy TijIa, TIPSIMO UM OTTOCEPEIKOBAHO.
3pocrae MoiH(GOPMOBAHICTh LIOAO MOTaHOTO COlialb-
HO-€KOHOMIYHOTO TIpodilo Ta IICUXiaTPUYHOI 3aXBO-
PIOBAHOCTI.

ITpu 36inbmIeHHI yncia X-XpOMOCOM psijJ T'eHiB
eKCIIPECYEThCSI B TEepMIHATMBHMUX KJIIITHMHAX s€YKa,
110 MOX€ BIUIMBATU Ha MEHMOTUUHMI pO3MOMIINI i Bi-
JirpaBaTU poJib B €TiOJIOTil O€3IUIiIHOCTI YOJIO0BiKiB
i3 CK [44]. Le niaTBepaKyeThcsl (aKTOM 30ibIIEH-
Ha ekcmpecii cnenudiunoro 6inka TEXI11 (6inka
TepMiHATUBHUX KJIITHH s€YKa, KOJTOBAHOIO TeHaMU
X-XpOMOCOMMU), SIKMIA HAWOJbII YiTKO BUSIBISIETHCS
B CIIEPMATOTrOHISAX i paHHIX CEepMaTOLIMTaX Ta MPo-
SIBJISIETBCSI MPUTHIYEHHSIM KJIITUHHOI mpoJidepallii B
ciM’STHUX KaHaJbIsIX [45].

VYcexknagHeHHs, 110 MOXYTh cTaTh Hacligkom CK,
BKJIIOUAIOTh MIPOOJEMU 3 PO3YMOBUM PO3BUTKOM, SIKi
MOXYTb PO3BUHYTUCS A0 CTail Ae0IIbHOCTI; MCUXiUHi
MOPYIIEHHS, 110 TPU3BOAITH A0 aJIKOTOJIi3MY, CYillU-
JNaJIbHUX HACTPOIB, aCOLiaJIbHOTO CITIOCO0Y KUTTSI; BU-
COKUI pU3MK PO3BUTKY ILIYKPOBOTO HiabETy, OKMUPiH-

HSI; YPOMXKEHUX BaJ Cepllsi; OCTEONopo3y (KPUXKIiCTh
KiCTOK); UMOBIpHICTh BUHUKHEHHS 3J0SKiCHUX YTBO-
peHb (Taba. 1) [43].

BucHoBKkMU

Cungpom KraliHdenbTepa 3anuliaeTbes 3HAU-
HOIO MipOI0 HeHiarHOCTOBAaHUM y IUTSYOMY Bimi. De-
HOTUIIOBA MIHJIMBICTb MOXE 3aJIeXaTW Bil CTyINEeHs
BUPAXEHOCTI TEHETUYHUX HedeKTiB, AediluTy aH-
JIPOTeHIB, YyTJIMBOCTI aHaporeHHux perentopiB (CAG-
noJjiiMmopdi3m) abo Bim BUMAAKOBOI iHAKTUBALLIT JOIAT-
KoBoro matepianty X-xpomocomu. IlemiaTpyu moBuHHI
3HATU PO (PEHOTUIIOBY MiHJIUBICTb CUHApPOMY KitaitH-
denpTepa, 30Kpema, 3BepTaTy yBary Ha ICUXOJIOTiUHi Ta
BepOabHi mopyieHHs. HeoOXiqHO TaKoX MPOBOIUTH
KOMILJIEKCHE MOJICKYJIIPHO-TEHETUYHE JTOCIiIKEHHS
3 MEIUKO-TEHETUYHHUM KOHCYJIbTYBaHHSM YCiX miTeit
i3 HEOJHO3HAUHMMM CTaTeBUMHU oOpraHaMu. BuacHo
Mpu3HavYeHa Teparis 3MOXe MiHiMi3yBaTu He TiIbKU
KOMIUIEKC (PEHOTHITOBMX TIPOSIBIB CMHIpPOMY, aiie I,
MOXJIMBO, BiICTPOUMTH IIBUAKY BTpaTy KJIiTUH CIep-
MaToOTreHe3y, 1110 T03BOJIUTh JOITOMOTITH IIUM TalliEHTaM
y peastizallii ix penpoaAyKTUBHOI (PYHKIIII.

KoudaikT inTepecis. ABTOpHU 3aBISIOTh PO BiACYT-
HiCTb KOH(AIKTY iHTepeCiB MpH MiAroTOBLIi JaHOI CTATTi.

Ta6nuys 1. Maronorisi, nos’si3aHa 3 cuHapomom KnaviHgenbtepa, Ta ii 4actota

MaTonoriyHa o3Haka YacrtoTta (%)
BesnnigHicTb (gopocni) 91-99
ManeHbki fevka (po3mip ABOX SEHOK < 6 M) > 95
MigBuLLEHHA piBHA rOHAOO0TPONIHY > 95
A3oocnepmis (zopocni) >95
Hwv3bka 3gaTHiCTb 0O HaBYaHHSA (4iTh) >75
3HWKEHHS PiBHS TECTOCTEPOHY 63-85
3HWXEHHS POCTY BONOCCA Ha 06mydi (NigniTkm Ta gopochi) 60-80
Pigke no6kose 0BOMOCIHHA (MigNiTKM Ta gopochi) 30-60
lHekomacrTis (nigniTkm Ta gopoci) 38-75
3aTpumKa po3BUTKY MOBMEHHS (BiTH) 40
Bucokun 3picT (gitn Ta gopocni) 30
Ab6O0MiHanbHe OXUPIHHA (NIANITKW Ta BOPOCHi) 50
MeTaboniyHui cuHgpom (gopocni) 46
OcTeoneHisa (gopocni) 5-40
Llykposuin giabeT 2-ro Tuny (gopocni) 10-39
Kpuntopxiam (gitv Ta nignitku) 27-37
3MeHLLEeHWI po3Mip CTaTeBoro 4neHa (gitu) 10-25
MeunxiyHi po3nagm (gitn) 25
VpooxeHi Bagu, LWinnHa nigHe6iHHA 18
OcTeonopo3s (gopocni) 10
HepocTaTtHicTb MiTpanbHOro KnanaHa 0-55
Pak mono4Hoi 3anoau (gopocni) MigBuLeHnn pmamk (y 50 pasis)
Pak cepepnocTiHHs (giTw) MigBuweHnn pusuk (y 500 pasis)
[Mepenomu KicTok MigsuweHnn pusuk (y 2—40 pasis)
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BIr'y3 YkpawiHbi «byKOBUHCKIV FOCYAQPCTBEHHbBIVI MEAMLIMHCK YHUBEPCUTET, I, YepHOBLbI, YKpAMHQ

CuHapom KaanHpeAbTepa y AeTen U NOAPOCTKOB:
COYeTAaHUEe reHeTUKU U SHAOKPUHOAOTUN

Pe3tome. llenbio paGoThl OBLIO MPEACTABUTL 0030D JTAHHBIX
JIUTEpaTyphbl MO 3TUOJOTUU U TaToreHedy cuHapoma KitaitH-
¢enbrepa (CK). Hamu mpoBeaeH 0030p HaydyHOU JMTepa-
TYpbI 110 KJIIOYEBLIM CJIOBaM «CUHIpoM KiaiiHdenbrepa —
Klinefelter syndrome», «cungpom KnaiitHdenbrepa — Peii-
¢enmreiina — Onbpaiita — Klinefelter-Reifenstein-Albright
syndrome», «ITybepTaTHOE HEIOPA3BUTHEC CEMSIBBIHOCSIINUX
kaHanblieB — pubertal underdevelopment of seminiferous
tubules», «cunapom 47, XXY — syndrome 47, XXY» ¢ UCITOJIb-
3oBaHueM PubMed B KauecTBe MouckoBoit cuctembl. CTaTu-
cruyeckue naHHble Mo CK HeomHo3HayHBL. OTAEIbHBIMU aB-
Topamu yactoTa poxaeHus jull ¢ CK onpeneneHa kak 1 ciy-
yait Ha 500—1000 >XKMBOPOXAECHHBIX MAJIbUMKOB, MTPOIOJIXKACT
pactu 10 3—4 % cpenu OeCIUIOMHBIX MYXKUKH, Y IALIMEHTOB C
azoocnepMmueii auarHoctupyercss B 10—12 % ciyvaes. Ilpu-
mepHo 10 % cinyyaeB CK muarHoCTUpPYIOTCs MpeHaTaJbHO.
deHoTHIIMYECKAS U3MEHUMBOCTH MOXKET 3aBUCETh OT CTEIICHU

T.V. Sorokman, N.O. Popeliuk, O.V. Makarova

BBIPAXKEHHOCTH T€HETUYECKUX ne(eKToB, meduiura aHapo-
TreHOB, YYBCTBUTEJbHOCTH aHAPOTeHHBbIX pelenTopoB (CAG-
MOJUMOPGU3M) WIM OT CIy4ailHOW WHAKTUBALUM TOTIOJ-
HMTEJIBHOIO Marepuaga X-XpoMOCOMBI. [leauaTphbl TOJKHBL
3HaTb O (PEHOTUITMYECKON U3MEHYMBOCTU cuHapoma KiaiiH-
(enpTepa, B YaCTHOCTU OOpalllaTh BHUMAaHUE Ha ICUXOJIOTH-
yecKue U BepbabHble HapymeHus. HeoGXxoammo Takske 1mpo-
BOIUTH KOMILIEKCHOE MOJIEKY/ISIPHO-TEHETUUECKOE UCCIIEN0-
BaHME C MEIUKO-TEHETUYECKUM KOHCYJIbTHPOBAHUEM BCEX
JIeTeil ¢ HEOMHO3HAUYHBIMU ITTOJIOBBIMM OpraHamMu. BoBpemst
Ha3HAYEHHAs Teparus CMOXET MUHUMU3UPOBATh HE TOJIBKO
KOMILIEKC (DEHOTUITMYECKUX MPOSIBICHUI CUHApPOMA, HO M,
BO3MOXHO, OTCPOYMTD OBICTPYIO TOTEPIO KIIETOK CIiepMaTOore-
He3a, YTO [TO3BOJIMT IIOMOYb TUM IAllMEHTaM B pealn3alun
HX PENPOAYKTUBHOM (DYHKIIMAMU.

KmoueBbie caoBa: cunnpom KiaitHdenbrepa; KIMHWYE-
CKMI ¥ TEHETUYECKUI moJimmMopdusm; 0030p
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Klinefelter syndrome in children and adolescents:
combination of genetics and endoctinology

Abstract. The purpose was to analyze literature on the eti-
ology and pathogenesis of Klinefelter syndrome (KS). The
review of scientific literature regarding KS by the key words
“Klinefelter syndrome”, Klinefelter-Reifenstein-Albright
syndrome”, “pubertal underdevelopment of seminiferous tu-
bules”, “syndrome 47, XXY” using PubMed as a search en-
gine. Statistical data on KS are ambiguous. According to some
authors, the frequency of births of children with KS defined as
1 case per 500—1000 live-birth boys further increases to 3—4 %
among infertile men, and in patients with azoospermia, KS is
diagnosed in 10—12 % of cases. Approximately 10 % of cases
of KS is detected by prenatal diagnosis. Phenotypic variability

may depend on the severity of genetic defects, androgen de-

ficiency, androgen receptor sensitivity (CAG polymorphism)
or accidental inactivation of the additional information of the
X chromosome. Pediatricians should be aware of the pheno-
typic variability of the KS, in particular, to pay attention to
mental and verbal disorders. It is also necessary to conduct a
comprehensive molecular genetic study with medical genet-
ic counseling for all children with ambiguous sexual organs.
Timely prescribed therapy will able to minimize not only
phenotypic manifestations of the syndrome, but also possibly
postpone the rapid loss of spermatogenic cells, which will help
these patients to realize their reproductive function.
Keywords: Klinefelter syndrome; clinical and genetic poly-
morphism; review
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