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Cunopom Knavingpenvmepa (CK) € natinowupeniuioro cmamegow XpoMOCOMHOK
aneynnoioicio ceped 4ON0GIKIG, AKA HACMO 3ANUUAEMbCA HEOiaeHOCMOBAHOI 00
nIONIMK0OB020 GIKY.

Mema 0ocnioxicenna — y3a2a1bHUMU CY4ACHI HAYKOBI 0aHi w000 KIIHIYHO20 nepeodizy
CK ma 30ilicHumu ananiz G1ACHUX CNOCMepedceHb NAYIEHMI8 i3 NiOmeepodceHuM
kapiomunom 47,XXY 3 akyenmom Ha penomun, 20pMOHANLHUL CIAMYC, KOSHIMUBHO-
n08e0iHKO8I 0CODIUBOCMI MA eheKmu MecmocmepoOHO3aMiCHOI mepanii.

Bucnoexku. Cunopom Knatingpenomepa xapaxmepusyemvca wiupoKum KiiHIYHUM

CHEeKmpoM 13 3aNyYeHHAM eHOOKPUHHOL, COMAMUYHOI ma KOSHIMUBHO-N08ediHKOBOI

cep. Panns  Oiacnocmuxa, KOMRAEKCHUU MEOUYHULl  CYRPOBIO,  BKIIOYAIOHU
MecmocmepoHoOmepanito ma NCUXON02iuHy RIOMPUMKY, € KIOYOBUMU HYUHHUKAMU
noKpaujenHst akocmi scumms maxux nayicumis. Ilooanvuti docniodicenms maroms oymu
CHPAMOBAHT HA OYIHKY 00820MPUBANUX HACTIOKIE 3AMICHOI mepanii mecmocmepoHoM.
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Klinefelter syndrome (KS) is the most common sex chromosome aneuploidy among
males, often remaining undiagnosed until adolescence.

The purpose — to summarize current scientific data on the clinical course of KS and
analyze our own clinical observations of patients with confirmed 47,XXY karyotype,
focusing on phenotype, hormonal status, cognitive-behavioral characteristics, and the
effects of testosterone replacement therapy (TRT).

Conclusions. Klinefelter syndrome presents a broad clinical spectrum involving
endocrine, somatic, and cognitive-behavioral disorders. Early diagnosis and
multidisciplinary support, including TRT and psychological assistance, are the key
factors to improving quality of life. Further research should focus on long-term effects
of TRT and reproductive outcomes.
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Beryn

Cunnpom Kunaitndensrepa (CK) i3 kapiorumom
47,XXY € HalIIOMIMPEHIIIOI CTaTEBOI0 XPOMOCOMHOIO
AHEYIUIOI €10 Y YONIOBIKIB i3 MOIIUPEHICTIO MPUOIN3HO
1-1,7 ma 1000 >KUBOHAPOKEHUX OCI0 YOIOBIYOI CTaTi
[3,8]. Bimbmricts Bumankis (o 50-75 %) 3anumaroThes
HEIIarHOCTOBaHUMHU a00 JiarHOCTYIOThCS JIMIIE B
nmopociomy Bimi [1]. Kmiriuno CK nposBisieTbes
TiIeprOHaIOTPOITHAM TiMOTOHAIN3MOM, MIKPOS€YKaMHU,
TiHEKOMACTI€E0, 3HIKEHUMH KOTHITUBHUMU (YHKITISIMH 1
PU3UKOM PETNPOAYKTHBHOTO JAehiuTy Ta (QI3WIHUX
yckianHens [1,2].

Heiiponcuxomnoriui AOCHIIKEHHS TIOKa3yl0Th, IO
mit ¥ mignitkn i3 CK MarTe TiABHINCHUN pPH3HMK
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nedinuTy BepOaNIbHUX HABUYOK, BUKOHABYMX (yHKIIH,
aJanTaliifHOl MOBEIIHKU Ta HABYAIBHUX TPYAHOILIB [3].
Bimomo Takox, 110 comiaibHa iHTETpallis Ta aaanTallis y
JIOPOCTHX MOTIPIICHI, MO 3aCBiIYye 3HAYHE 3HIDKCHHS
OIiHOK 3a mKkanow skocti xutts WHOQOL-BREEF,
0coOIHBO B collianbHil Ta ICUXONOTiuHiN cdepax [4,5].
Y BeIUMKOMY MYJIBTHLEHTPOBOMY €BPOIEHCHKOMY
nocimxenHi (n = 218) gonosiku i3 CK mokazanu 3Ha4HO
HIDKY1 6anu y ¢i3n9HOMY Ta comianbHOMY BEMipax QoL
MOPIBHSAHO 3 0CO0aMHM 3i 37J0POBUX KOHTPOJIBHUX TPYII
[4]. CucremaruyHi OIJSIAM TaKOXK MiJTBEPIKYIOTh
3HAUHC TIICHXOCMOIlIfHE HABaHTA)XXCHHS, TPYIHOIII
ajanTaiii, B3HIKEHHS CaMOOILIHKKM H  CoLialbHOT

aKkTUBHOCTI [3,6,7].
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Observations from practice

Mertoan HEIHBa3MBHOTO NMPEHATAIHFHOTO TECTYBaHHS
(NIPT) marotb 3Mory 3midcHUTH paHHE BusBieHHs CK
e 00 HApOKCHHS, IO BAXJIMBO UL CBOE€YACHOTO
MiATPIMYIOUOTO JTiKyBaHHA. Pexomenmamii 3 2018-2019
p. Bim Samango-Sprouse Ta iHIIMX aBTOPIB JAETAIBHO
aHAJI3yIOTh BIUIMB PaHHBOI JIarHOCTHUKH Ha PO3BHTOK
JUTHHHU 1 pOIMHHY TICHXOJIOT1YHY afanTarito [8-10].

Metananituaauii o 21 koroptHoro i 22
IHTepBEHIIHUX Mocihimkerb (n= 1144 oci0) moka3as,
10 BBEJCHHS TECTOCTEPOHY IOKpAIy€e MPOTOPLIi Tija
Ta OIIBHICTh KICTOK, aje He BHIIPABISLE JIIliIHOTO
npodinrto Ta TIiKeMiTHUX MapaMeTpiB marieHTiB i3 CK,
K1 MICIS TECTOCTEPOHOTEPAITii BCe OAHO MAIOTh TipIIHii
MeTaboMuHul cTaryc, Hi’K KOHTPOJbHA Tpyma (300POBi
xyomri) [11]. Hocmimkenns 3 6a3u TriNetX (n=5437)
3acBigumad, mo Jmme ~59%  4JonoBIKIB I3
rimoronaamamom Ta CK  oTpumyroTh  Teparmiro
TECTOCTEpOHOM, He3BaXKalOuu Ha mokasu [12].

Cy4acHi I0CHiDKEHHS eMreHeTUYHUX MapKepiB MpH
CK miaTBeppKyrOTh 3MiHCHI MATEPHU METHIIFOBAHHS
JHK,  X-igaktuBamii  XpOMAaTHH-CTPYKTypH  Ta
IuQepeHIiadbHy eKCIpecilo TeHIiB, IO KOPENE 3
KIIHIYHUM  (QCHOTHIIOM. XO04 OUIBIIICTh ODIANIB 3
emireHeTHKH He 30cepemkeHi crenudiuno va CK, BoHH
BUCBITIIIOIOTh ~ 3arajbHI  CTarTeBi aHeymioimii W
MexaHi3mu, pereBanTHi st CK [13,14].

[eHEeTHYHOIO OCOONMBICTIO [BOTO CHHAPOMY €
PI3HOMaHITHICTh ~LUTOTEHETHMYHHMX BapiaHTIB 1 iX
noeAHaHb  (Mo3ainu3Mm). BusBieHO Kibka THIIIB
nonicomii mo xpomocomax X 1 Y y ocib 4onoBivoi crari:
47, XXY; 47, XYY; 48, XXXY; 48, XYYY; 48 XXYY;
49 XXXXY; 49 XXXYY. Takox cepes Mali€eHTIB i3
cuaapomoMm KiaitHdensrepa TpamisioTecss ocobu 3
Mo3aiuHuM Kapiotunom 46XY / 47XXY. Haii6imem
MOIMPEHAH TeHHUH BapiaHT cuHApoMy KiraitHpensrepa
€ mucomis 3a X xpomocomoro (47, XXY) [15,16].

UWHHMKOM  PH3MKYy  BHHUKHEHHS  CHHIPOMY
Knaitadensrepa € Bik MaTepi; 3B'130K 3 BikoM OaTbka He
BcTaHOBNeHMH. Ha BigMiHy Big Oararbox IHIIKX
aHeyruioiniit cuanpom KnaiiHgenbsrepa He acoriioBaHHi
3 MIZBUICHUM PU3MKOM BUKHIHS 1 HE € JeTanbHuM [17].

Ile 3axBOpIOBaHHS € HE TUIBKH HAWYaCTIIIO0
(hOpMOIO0 YOJIOBIYOTO TIMOTOHAAM3MY, OE3MLIiAIs, a i
OZIHIEF0 3 HAMOUIBII  MOMIMPEHHX  EHJAOKPUHHHUX
MATOJIOTiH, MOCIJAI0YM TPETE MICIe IMICHs IYKPOBOTO
Jiabety 1 3aXBOPIOBAaHb MINTOIOAIOHOT 32JI03H.

Ha BigMiHy Bif OLTBIIOCTI 3aXBOPIOBAHb, TIOB'I3aHUX
i3 MOPYLIEHHSIM KIUIBKOCTI XpOMOCOM,
BHYTPIIIHBOYTPOOHUH PO3BUTOK LHUX JITeH NPOXOIUTH
HOpPMaJIbHO, CXWJIBHOCTI 0 TNepeIyacHUX IOJIOTiB He
CIIOCTEPIraeThCsl.

Ileii curapoM 3a3BUYAN KIIHIYHO BUSBISETHCS JIUIIIE
MCJSI CTaTeBOTO JIO3piBaHHS 1 TOMY JiarHOCTYETHCS
BiTHOCHO Ti3HO. TiNIbKU 32 HasBHOCTI YPOIKEHUX Baj
po3BUTKYy ab0 TiMOTOHAAM3MY TICHS IPOBEICHHS
KapiOTHITyBaHHS MOXXHA BHSIBUTH IO MaToJIOTiI0 Ha
017 paHHBOMY €Tarli )KUTTSI.

Meta gocrigxeHHs

V3araJlbHUTH Cy4acHi HayKOBi JIaHi 100 KITHIYHOTO
nepebiry CK Ta 3pmiicHMTH  aHami3  BJIAaCHUX
CIIOCTEPEKEHD MAITIEHTIB 13 MiATBEPHKCHAM KapioTHIIOM
47,XXY 3 akneHToM Ha (EHOTHI, TOPMOHAIBHUN
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CTaTyC, KOTHITUBHO-TTOBEIIHKOBI 0COOIMBOCTI Ta €()eKTH
TECTOCTEPOHO3aMIiCHOT Tepartii.

Onuc KTiHIYHUX BUNAIKIB

Y [DocHiKEeHHI B3SUIM y4YacTh YETBEPO XJIOMIB i3
niaTBepkeHM cuHapomoM Knaitagdensrepa (47,XXY),
AKi mepeOyBalOTb Ha JHUCHAHCEpHOMY OONKY B
YepHiBelpKill 00IacHIN TUTAYil KIiHIUHIN JikapHi. Yci
Mali€HTH MELIKAlTh Ha Tepurtopii UepHiBeUbKOi
obnacri, mepeOyBaroTh Ii/i HAIVISIOM €HJOKPHHOJIOTa Ta
i IMHAMIYHUM METUYHUM KOHTPOJIEM.

Y  oOCTexeHHWX  XJOMIHWKIB 13  CHHAPOMOM
KnaitH(enprepa OUTOrEHETHYHO BHSIBICHO: Y TPHOX
niTeit moBHy Tpucomiro (47XXY), a B ogHi€l AUTHHHT —
Mo3aiuHy  ¢opmy  cuHApomy  (47XXY/46XY).
Buxopucrano Taki MeTOmM IOCTIKEHHS: KIHIKO-
aHaMHECTHYHHUMH, ¢izukanipHe 00CTEKEHHS,
TOpPMOHAJbHE  JOCIHI/KCHHS,  KapiOTHMIyBaHHS 13
3aCTOCYBaHHSIM craHmapTHoro Mmerony G-gapOyBaHHS
MeTadazHUX XPOMOCOM 13 BUKOPUCTaHHSM IIperapariB
nepudepryHoi  KpoBi, IHCTPYMEHTaJbHI  METOH,
TICUXOJIOTIYHE 00CTEKEHHS. BuxopucroByBanu
a/IalTOBaH] IIKAJIHM OLIHKK KOTHITHBHOTO PO3BUTKY Ta
moBeliHkoBHX  mopymenb:  WISC-IV  (Wechsler
Intelligence Scale for Children), mkanu TpUBOXHOCTI Ta
comianpHOI ajanTaiii. OOCTeXeHHS MMPOBOIUB TUTSTIHIA
TICHXOJIOT KJIIHIKH.

CepenHiii Bik BCTaHOBIEHHS miarHozy — 14,2 +1,1
pokiB. [IpuunHolo 3BepHeHHs y 75% BumajakiB Oyna
3aTpUMKa IyO0epTaTHOTO PO3BUTKY, Yy 25% — Oe3ruians B
POAMHHOMY aHAMHE31 Ta TIHEKOMACTIsI.

DCHOTUITIYHI O3HAKM BKIIIOYAIHM: BHUCOKHU 3piCT,
BY3bKi IUIeYl, FIHOTIHUN THIT TIJIO0YI0BH, FHEKOMACTIIO,
3HW)KEHY M S130By Macy Ta Mikpoopxizito. [opMoHanbHe
JIOCITIPKCHHS BUSIBIJIO rineproHagoTpOITHUN
rinoroHaau3M i3 migsumeHnMHa piBEssMu OCI (31,2+6,7
MMO/Mi) ta JII' (19,543,2 MMO/mi1) mpu HU3BKOMY
piBHI TecTocTepony (6,2+1,5 HMonb/).

KornitTnBHe 0O0CTEXEHHS 3acBIAUWIO HIDKYI 3a
HOpMY pe3ynbrath 3a mkanor WISC-1V (cepensiii — 1Q:
84 +6), 3 BUpa)KEHUM 3HMIKEHHSIM BepOAIbHOTO 1HIEKCY.
B omHoro ximomis BUSIBICHO BHPAKEHY COILiajbHY
TPUBOXHICTb. TecrocrepoHno3amicHa Tepartist
NpU3Ha4YeHa TPHOM MAaIliEHTaM, 10 MO3UTHBHO BILTMHYJIO
Ha IWHAMIKy (i3MYHOTO PO3BUTKY, aJie HE MaJI0 3HATHOTO
BIUIMBY Ha €MOLIiITHO-TIOBE/IIHKOBY c(epy.

Hami pmani minTBepmkyrots, mo mnamieHtn i3 CK
4acTO MaloTh HOpPMalnbHMH 3aranbHui [Q, ame 3
XapakTepHUM fAe(dinuToM BepOalbHMX HAaBHUYOK 1
BUKOHaBUMX ¢yHKIiH. Lle mnoB’s3aH0 3 pH3KMKaMH
EMOLIHHNX CKJIaHOMIIB, TPUBOXKHOCTI Ta COIIaJbHOI
13011111, AIKi 30iraloThCS 3 pe3ynbTaTaMi JOCIIKECHb Y
nopociux yonosikiB i3 CK (cepenniit edpexr d ~0,8 y
TeCcTax yBard, MBHUIKOCTI MUCIICHHS Ta poO0J01 mam sTi)
[18]. biryua Bep6anbHa cabKicTh YacTO acOIUIOETHCS 3
HU3BKOIO IMIKITBPHOI  YCHIMIHICTIO 1  THOJAIBIIUM
3HIKCHHSAM OCBITHBOTO Ta COI[IAJIFHOTO piBHS, SK
MOKa3aHO B eBporeichkoMy pocmimpkeHHi dsd-LIFE
(3HIKCHHS YYaCTi B OIUIAYyBaHIN Tpalli, HUWKIHHA JOX1],
ripie 3110poB’s Ta 3a0BOJICHICTh XKUTTSIM) [19].

3HWKEHHS ~ MIHEpaJbHOI  IIJIBHOCTI  KICTOK
Tpamsiersest 'y npudnuznoy 40-50 % mamientis i3 CK
HaBiTh IPH HOPMAILHOMY PiBHI T€CTOCTEPOHY (MO3aiuHi
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BapiaHTH); IIe MiATBEPKYIOTh YHCEIbHI JOCITIHKEHHS
[20-22]. Hapitp micist Teparii TECTOCTEPOHOM Oararo
TIAII€HTIB MAIOTh OYEBUIHY OCTEONCHII0 a00 0CTEONOPO3
[23]. ¥V  nmocmimkenni  MolCellPediatrics 2024
MAKPECITIOETECS  MYABTU(AKTOPHA TIPHPOAAa HHUIBKOL
MIITBHOCTI KIiCTOK Yy foHaKiB i3 CK: okpiM rimoroHamusmy,
BOXJIMBY pOJb BIiNIrpaloTh W 1HINI YWHHUKH, a came:
nomiMopdisMm reHa VDR, piBeHp Bitaminy D i
MeTabomiunuii craryc [24].

3amicHa Tepanis TECTOCTEPOHOM MPOJIEMOHCTPYBaIa
MO3UTHBHUH BIUIMB HA CKJIaJ Tijla, Macy M’s3iB, HacTpii
Ta CHEPTilo, IO MiATBEPIHKEHO 1HITUMHU JOCIIHKSHHIMHI
[25].

HaBite y HeBenmkiii KOTopTi i3 4-X MaIli€HTIB MH
0auMMO YITKHAH 3B 30K MIX IM3HBOIO TIarHOCTHKOIO Ta
MOpYIIEHHSAMH  sikocTi  xurTA. Lle  migkpeciroe
HeoOXimHicTh paHHBOTO BHsBIeHH CK, modaTky Tepamii
TECTOCTEPOHOM Y MiAJITKOBOMY Billi, MOHITOPHUHTY
LIJBHOCTI  KICTKOBOI ~ TKAaHMHM 1  IIJKIIOYCHHS
COMIaIbHOT MiATPUMKH.

BucHoBku

1. Cuampom KunaiiH(pensTepa XapaKTepH3yEThCS
MIUPOKUM  KIHIYHAM  CIEKTPOM 13  3alyYeHHSIM
SHJIOKPHHHOI, COMaTHYHOI Ta KOTHITUBHO-TIOBEAIHKOBOL
coep.

2. PanHA miarHOCTHMKA, KOMIDIEKCHHUNM MeIUYHHUI
CYNpOBiJ, BKIIOYAlOYM  TECTOCTEPOHOTEpamifo  Ta
MICUXOJIOTIYHY MIITPUMKY, € KIIOUOBHMH YHHHUKaAMHU
MOKPAIICHHS IKOCTI HUTTS TAKUX MAI[iEHTIB.

IMepcnekTHBY MOAANBIINX AOCTIIKEHD

BuBunutn  edexkTuBHICT,  HO€nHAaHOI  Teparmii
(TecTocTepoH + aHTHOCTEONOPOTUYHI 32C00M) Y FOHAKIB
Ta MOJOIUX YOJOBIKIB i3 cuHApoMoM KiaitHpemsrepa
MO0 SKOCTI OKHUTTS, HABYaHHSI W  COLHaJbHOrO
(hyHKIIOHYBaHHSI.
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