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AnHomauyus

B craTbe npescraBieH KJIMHUYECKUH CyIydad 1o3aHed quarHocTuku cuagpoma Knaiadenbsrepa. IIpu oTcyTcTBUM a/leKBaTHON TePANUU CHH-
npom Kiaiindesprepa IpUBOAUT K CTOHKUM HapYIIEHHSIM PENPOAYKTUBHOTO 3/[0POBbsI, OCTEOIIOPO3Y, META60THUYECKUM PACCTPOHCTBAM U T10-
BBIIIIEHHOMY PHCKY PsiZla COMaTU4YecKUX 3a6osieBaHu. be3 3aMmecTuTe IbHON TOPMOHAIBHOHN TePAIuH U MYJIBTUAMCIIUIUIMHAPHOTO COIIPOBOK/IE-
HU y TAIIMEHTOB IIPOTPECCUPYIOT TUIIOTOHA/IN3M, CHIKEHNE MIUHEPAIbHOHN IVIOTHOCTA KOCTHOH TKaHU, NHCYJIMHOPE3UCTEHTHOCTD.
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Abstract

This article presents a clinical case of late diagnosis of Klinefelter syndrome in a boy. Without adequate treatment, Klinefelter syndrome leads to
persistent reproductive health problems, osteoporosis, metabolic disorders, and an increased risk of a number of somatic diseases. Without hor-
mone replacement therapy and multidisciplinary support, patients develop progressive hypogonadism, decreased bone mineral density, and in-

sulin resistance.
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BBepgeHmne

Cunznpom KitaitHdernbrepa ABjsA€TCA BPOXKAEHHOW XPO-
MOCOMHOH aHOMaJIMeH, XapaKTepusyIollehcs OTKIOHEHU-
€M OT CTaH/IaPTHOT'O XPOMOCOMHOTO Hab0opa y JIUI My>KCKO-
IO [10JIa — B KAPUOTHUIIE MOABJIAETCA JIUIIHASA X-XpOMOcoMa
(mnu HeckosIbKO). Hasinure JOTOJTHUTEILHOM XPOMOCOMBI
3aIyCKaeT KacKaJi U3MEHEHHI B OpraHu3Me: HapyllaeTcs
(opmMupoBaHUE NOJIOBBIX KeJle3, UBMEHAETC TOPMOHAIIb-
HBIH (OH, TpaHCHOPMHUPYIOTCA TeJIeCHBbIE ITPOIOPIIHUH.
Kpowme Toro, jaHHasA aHOMAJIHA CIIOCOOHA OKa3bIBATD BIIUA-
HY€e Ha II03HABATEJIbHYIO JIeATEIBHOCTh U OCOOEHHOCTH CO-
IIMAJIbHOTO B3auMOiecTBrA [1].

Cunnpom KrnaitHdesnprepa ABisercsa 0JHUM U3 HanboJee
YacTBhIX XPOMOCOMHBIX JieeKTOB y MyxK4uH. CorysiacHo
SIUEMHUOJIOTHYECKUM JaHHBIM, B Poccuu naTosorus Guk-
cupyercs y 1 U3 500—700 MaJIbuuKOB. IIpu aToM /10 mogpo-
CTKOBOTO BO3pacTa JUAarHO3 YCTAHABJIMBAIOT JIMIIb B 10%
CJIyyaeB, a B YETBEPTH CJIyYa€eB BBIABJIEHHE IIPOUCXOAUT
y?Ke y B3POCJIBIX MTAIUEHTOB [1].

XpomocomHas narosiorus npu cusapome Kinatindesnsre-
pa MoxxeT chOpPMHUPOBATHCA B pe3yJIbTaTe HapylIeHUs Kile-
TOYHOTO JIeJIEHUs Ha PAaHHUX CTaAuAX 5SMOpHOTeHe3a
(B epBBIe THU ITOCJIE 3a9aTUA, UMEHHO TaK BO3HUKAIOT MO-
3anvHble GOpMBI 3a60sI€BaHUA), THOO OLUTUOKH B IIPOIECCE
(opMupoBaHUA IOJOBBIX KJIETOK (CIIEPMATO30H/IOB H
SAUIEKIIETOK) elle /10 OIUIOIOTBOpeHus. IIpu 3TOM BKJIaz B

BO3HHUKHOBEHUE aHOMAJIMH MOTYT BHECTU KaK OTIIOBCKHIA,
TaK ¥ MAaTEPUHCKUH TeHeTUYeCKUl Marepual [2].
HosoposkzieHHbIe fieTH ¢ cuaapomMoM KialiHdenpTepa He
MMeIOT OTKJIOHEHWH B ¢usmdeckoM pa3BuUTHH. [Ios10BBIE
OpraHbl Pa3BUTHI TUIIMYHO, AMYKH OIYIIEHbI B MOLIOHKY,
UX pa3Mepbl UMeIoT pedepeHCcHbIe 3HaYeHus. B percrse y
MaJIBYMKOB ¢ cuHApoMmoM KiaiitHdenbprepa HabII0N2€TCA
BBICOKas BOCIIPUMMYUBOCTb K OCTPBIM PECIIUPATOPHBIM
nHOEKIUAM, 33/lepKKa U3NIEeCKOT0 U PeYeBOro Pa3BH-
tudA. K 8 rosaM nmanueHThl HAUNHAIOT OIIEPEXKATh CBEPCTHU-
KOB B POCTe, HO OTM€YAeTCs yJIMHEHE BEPXHUX KOHEUHO-
CTel, HOJHATHUE JINHIH TAJIUU, O3KUPEHHE 110 JKEHCKOMY TH-
1y, Kpunropxusm (0/{HO- WK JIBYCTOPOHHUM) [3].
[TpuMepHO y ITOJIOBUHBI HAI[UEHTOB BCTPEYAIOTCSA KOIHH-
THBHBIE OCOOEHHOCTHU: HApYIIEHUSA HHTEJJIEKTYaJIbHOTO
Pa3BUTHS, CJIOKHOCTH B KOMMYHUKAITIH CO CBEPCTHUKAMHU.
Kinnandyeckye Npru3HAKU HOABIAIOTCA B IyOepTaTHOM Iie-
purojie, K KOTOPBIM OTHOCAT €BHYXOH/IHOE TEJIOCJIOKEHUE,
HapyleHue (GOpMUPOBAHUA BTOPUYHBIX II0JIOBBIX IPU3HA-
KOB, HE/IOpa3BUTHE INYEK U [T0JIOBOTO WIEHA, PA3BUTHE I'H-
HEKOMacTUU. B nmaspHelilieM HaOIofaeTcss WHBOJIIOIUA
TEKCTHKYJI, YTO IPUBOAUT K MyXCKoMy Oecruionuio. Ilpu
OCMOTpE Yy TOAPOCTKOB BBIABJAIOT JePUIUT OBOJIOCEHUS
Ha JIMIE U B IOAMBIIIEYHBIX BIIaJJUHAX, HA JIOOKE pacipe-
JleJIeHEe BOJIOC COOTBETCTBYET JKEHCKOMY TUIly. Y 60Jib-
IIMHCTBA ITAIIMEHTOB COXPAHAETCHA II0JIOBOE BJIEUEHUE U
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SPEKIUsA, HO CHHKEHUE CHHTe3a aH/IPOT€HOB IIPUBOJUT K
yTpare JIaHHBIX PYHKIWH [4].

TepaneBruueckuii mojxoz npu curapome Kinaiindensre-
pa HOCHUT CHMITOMATHYECKUH Xapakrep. TakThka BeJleHusA
3aBUCHUT OT BO3pacTa NAIMeHTa M KJINHUYECKHX CHMIITO-
MOB. B JileTckoM Bo3pacre KJIIOUEBBIM 3BEHOM SABJIAETCSA
IIO/|/TeP2KKa PeueBoro pa3Butusa pebeHka. OCHOBHBIM KOM-
[IOHEHTOM MeJIUKaMEHTO3HOIO JIEYEHHs SBJIAETCS 3aMe-
CTUTEIbHAS Tepalus IpelapaTaMy TeCTOCTepoHA. B my-
OepTaTHBII I1eproJ| Ha3HAYEHUE TECTOCTEPOHA HEOOXO/IH-
MO /I IOJTHOLIEHHOTO ()OPMUPOBAHUSA BTOPHYHBIX I10JIO-
BBIX IIPU3HAKOB, IIOBBIIIEHU IIPOIEHTA MBIIIEYHONH Mac-
CBl. Y B3POCJIBIX MYKYUH ¢ cuHApoMoM KitaitHdesnbrepa
IIPUMEHEHHE TECTOCTEPOHA IIOMOTaeT CTaOWIM3AlUK CO-
CTOSIHUSA 3/I0POBbs, BKJIIOYAIONIETO B €05 yIIydIIeHnEe 9MO-
[UOHAJILHOTO (POHA, BOCCTAHOBJIEHUE JINOUIO [5].

[TporHos npu cuappome Kriaitadernprepa cunraercs 6a-
TOIIPUATHBIM, HO YXYAIIAETCH JIUIIb IIPU HAIMIHH Y 60IBHO-
TO TSKEJIBIX BPOXK/IEHHBIX aHOMaIN pa3Butud. [Ipu Hamu-
YUY 3aMECTUTEIbHOH TepaIny B IIybepTaToM IepHoJie y/ia-
€TCs1 CKOPPEKTHPOBATh COCTOSHUE ITAIIMEHTA U YIIyIIINUTH Ka-
YEeCTBO €ero Ku3HM [5, 6]. Tak kak cunapom Kiatindesnsrepa
HEe UMeeT THUIINYHBIX PAHHUX KJIMHUYECKHUX IPOSBJIEHHUH,
IIOCTAHOBKA /IMarHO3a HEPEJKO OTKJIAJ(bIBAETCS JI0 HOCTILy-
6epTaTHOrO IIepHO/a, KOI/IA IAI[HEHT CAMOCTOATEIHHO 3aMe-
YyaeT peNpoAyKTUBHbIE HAPYIIEHU [7].

B crarbe pejicTaBiieH cryvai I03/IHETO BbIABIEHU CHH-
npoma KiraiiHdenbrepa, BeleHNe HallieHTa B IOCTIIyOep-
TaTHOM IIEpUOJIE.

KnunHnuyeckoe |-|a6n|er|-|v|e

[Manuent K., Mmy»xckoro nosa (2005 T. p.) poguics ot ¢u-
3HOJIOTHYECKH IIPOTEKABIIEN 6epEMEHHOCTH, €CTECTBEHHBIX
CPOYHBIX POZIOB C Maccod Tena 3670 T, AJUHOHU Teja
56 cM, B paHHEM Pa3BUTHH OT CBEPCTHUKOB HE OTCTABAJI.

B Bo3pacre 15 jieT (2020 r.) HaIUeHTy Ha IpUeMe Bpayva-
SHZIOKPUHOJIOTA IIPH OCMOTpE, IIPOBOJMMOM B paMKax
037I0POBUTEJIBHOHN aknuu «BosHa 370poBbsa», ObLI ycTa-
HOBJIEH /IMarHO3 «cuHApoM KiaiiHdenprepa» Ha OCHOBa-
HUU BBICOKOPOCJIOCTH, THIIOIUIA3UU TEKCTUKYJI, JAAHHBIX
kapuotunupoBanus (47XXY). ITogpocTok 6L HAIIPaBIeH
B OI'BY «HanuoHaabHBIH MEIUIIMHCKUU KCCIEN0BATEb-
CKHI IEHTpP SHAOKpUHOJOTMH uM. akazx. W.J. Jlemosa»
(r. MockBa) 71l KOHCYJIBTAIlUU U OIPEZeJIEHUs TaKTHKU
Be/IeHU ITAlMeHTa.

[Tpu IOCTYILUIEHWH B CTallMOHADP COCTOSHHE IAIUeHTa
VZIOBJIETBOPUTEJIPHOE, OIPENEJIAINCh BBICOKOPOCJIOCTH
(poct — 185 cm, SDS pocra — 1,95), Macca Tea — 54 Kr (SDS =
-1,05), UHJIEKC MacCChl Tesia — 15,44 KI/M?2, HEIPOIOPIIUO-

HaJIBHO JIJIMHHbIE KOHEYHOCTH, I'MHEKOMACTHS, II0JIOBBIE
oprasusl ¢cOPMUPOBaHbI IPABUJIBHO, II0 MY>KCKOMY THILY,
osioBoe pazsutue 1o Tauuepy 4 (G4 P4) Ax3. ITo maHHBIM
YJIBTPa3ByKOBOTO wuccienoBanus (Y3U) MOIIOHKH MOJ-
TBepAWIach TMIOIUIa3uA TecTukya: VD — 0,83 cm3, VS —
0,95 cm3 (N — 12—20 cm3).

ITo aHHBIM GMOXMMHUYECKOTO aHAIN3a KPOBH IAI[UEHTa
OIIPEeZIEIIAJIOCh YBesndeHHe (BOJUTHKYIOCTUMYJINPYIOLIETO
(®CI") u morennusupyioimiero (JII) ropMoOHOB, IPU HOP-
MaJIbHOM 3HAYEHUHU TEeCTOCTEPOHA. Pe3ysbpTraThl OHOXHMU-
YECKOT'0 aHAJIN3a KPOBHU IIPEJICTABJIEHBI B TAOIHIIE.

B crarnmonape ObUTH JJaHBI PEKOMEHAIUN HAOJIIO/IEHUS
SHJZIOKPUHOJIOTOM U IIEAMATPOM II0 MECTY JKUTEJIbCTBA,
koHTpoJIb Tokazareseit ®CI, JIT' u TecrocTepoHa, KOCTHOTO
BO3pacra uepes 1 roz. Tepamus TecTOCTEpPOHOM ObLIA OTJIO-
JKeHa JI0 OCTHKEHHA BO3pacTa 19 JIeT B CBA3U C IPOBeJie-
HUEM IIPOLeAypPbl KPUOKOHCEPBAIIUU CIIEPMEI C IIEJIBIO CO-
XpaHEHUsA PENpPOSYKTUBHOIO IIOTEHIINAIIA.

B Bospacre 19 JieT (2024 1.) y aI[HeHTa, IPU UCCIIE0BAaHUI
TOPMOHJIBHOTO (OHA OTMEYAJIOCh PE3KOE YBEIUYEHHE
3HaueHu OCI" u JII', Ipu OTHOCUTEIHFHO HEBBICOKHMX IIOKA3a-
TEJIAX TECTOCTEPOHA (CM. TabIHIly). 3aMeCTUTeIbHASA TOPMO-
HaJIbHAA Tepamus Oblla Ha3HAUeHa [AINEHTy B BU/Ie HHBEK-
U TECTOCTEPOHA ITPOIIMOHATA B BO3PACTE 20 JIET.

Ha doHe IpoBOAUMOro TeYeHH y IalleHTa CTabnIn3u-
POBAJINCH TIOKA3aTEJIM TOPMOHAIBHOTO ITpoduiid (cMm. Tab-
sany). B HacrosIiee BpeMs COCTOSIHUE CTAOUIIBHOE, TaIu-
€HT HaxoJuTcsA 1107, aMOyJIaTOpPHBIM HaOJIIOZIEHHEM Tepa-
IIeBTa U HH/IOKPUHOJIOTA 110 MECTY JKUTEJIbCTBA JJIs KOHT-
POJIA COCTOSHUSA U KOPPEKIUY Tepanuu. [lanuenTy noxus-
HEHHO [T0Ka3aHa 3aMeCTHTeIbHASA TOPMOHAIbHAS TepaIus
TECTOCTEPOHOM.

O6cyxaeHne

Cunznpom KialiHdenprepa [uarHocTupyeTcs Ha OCHOBA-
HUU JAHHBIX aHAJIM3a KapUOTUIIMPOBAHMSA, KOTOPBIA 3a-
(ukcupoBaH B JAaHHOM KJIMHUYECKOM CJIy4Yae U ITOJTHOCTBIO
corJiacyercs C JaHHBIMU HAyYHBIX IIyOJIMKaui: U30BITOK
X-XpOMOCOMHOT0 MaTepuasa IIpOBOLHpPYeT cO0i B pabore
TeHOB, UT'PAIOIIMX KJIIOUEBYIO POJIb B IIPOIIECCAX CIIEPMATO-
resesa 1 QYyHKIIMOHUPOBAHUM KyIeTOK CepToIH, 4TO IIpH-
BOJIUT K CHIDKEHHIO YPOBHS TECTOCTEPOHA HA (POHE IOBHI-
menHo# cekperuu OCI' u JIT', a Takke K YMEHBIIEHUIO
ob0bemMa sauyex [1].

B npezcraBieHHOM KIMHUYECKOM CJIydae JUArHOCTHKA
cunpoma KialiHdenprepa 0CHOBBIBAJIACh HA COBOKYITHO-
CTH KJIMHUYECKUX IPU3HAKOB C IIOCJIETYIONUM [[UTOTeHe-
TUYECKHUM IIOATBEPKJEHUEM IIyTeM KapHUOTHUIIHPOBAHUS.
BrlsBIeHUE JAHHOH MaTOJIOTHH BO3MOKHO €llle Ha BHYT-

Ta6nuua. Buoxumnyeckunii aHanus Kposm naumenTa K.
Table. Blood biochemistry profile of patient K.

Mapametp 2020r.(15net) | 2022r.(17 net) | 2024 r.(19 ner) | 2025r. (20 ner) :::’::’:::Hb'e
QonnunkynocTumynmpytownii ropmoH, MMEa/mn 54,55 71,6 102,7 30,35 1,4-14,0
JTioTenHnsmnpytowmn ropmoH, MMEa/mn 14,09 26,7 421 10,09 1,2-9,0
TecTtocTepoH, HMONb/N 9,99 12,6 8,2 19,1 1,25-21,92
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pUYTPOOHOM 3Talle Pa3BUTHUA C IPUMEHEHUEM KaK HHBa-
3UBHBIX METO/IMK (AMHUOLIEHTE3, OHOIICHA BOPCUH XOPHO-
Ha), TAK ¥ HEMHBA3WBHOI'O IIPEHATAJIBHOI'O TECTHPOBAHUA
[2].

PanHMe NpOSABJIEHNA CUHAPOMA 3aYaCTYI0 HOCAT HECIIEIH-
buyeckuil xapakrep, TeM caMbIM OOYCJIOBJIUBAsA I103/IHIOO
BepuduUKanuio 3a0oseBaHusA. SBHbIE IPU3HAKY, [TO3BOJIAIO-
IIIFe 3aII0JJ03PUTD CHHZPOM, Yallle MaHUQECTUPYIOT B IyOep-
TATHOM IIEpHO/Ie: HA MEPBBIH IIJIAH BBIXOAT JTUCIIPOIIOPIIH
TEJIOCJIOKEHUSA ¥ CUMIITOMBI THITIOTOHAIU3Ma. B 1anHOM city-
Yyae CoUeTaHue COMATUIECKIX ¥ KOTHUTHBHO-TIOBEIEHUECKHX
HapYIIEHUH CII0COOCTBOBAJIO HAPACTAHUIO TPYAHOCTEHN COIIH-
AJIPHOW aJaNTAllMN, YTO COOTBETCTBYET OIKCAHHBIM B JIUTE-
parype narrepHaM KJIMHUYECKOU KapTHHBI [3].

3amecTHTeIbHASA TOPMOHAIBHASA TEPAIUs [IPH CHHIPOME
Knatindenprepa ABIAETCA KIMHIYECKU U ITATOT€HETUYECKH
000CHOBAaHHOM KOppeKIWel IepBUYHOrO THIIOrOHA/IN3Ma.
Ee MHUIMMPYIOT B IIEPHO/L II0JIOBOT'O CO3PEBaHUA, JINOO0 IIpU
HIOZTBEPIK/IEHUH KJIIMHUYECKH 3HAYUMOTO JIepUIUTA aHPO-
TeHOB. B IIpezicTaBIeHHOM KJIMHHYECKOM CJIy4ae I KOp-
PEKIIH TOpMOHAIBHOTO (hOHA OBUT BBIOPAH Ipernapar TecTo-
crepoHa npornuoHaT. OJTHAKO TepareBTHYeCcKas TAKTHKA He
JIOJDKHA OTPAHWYHUBATHCA HCKIIIOUNTENIFBHO TOPMOHAIBHOM
KOppeKnyel, HeoOXOAUMO HCIO0JIb30BAaTh KOMILIEKCHBIH
HIOZIXOJL ¥ IIPH HEOOXOJMMOCTH IIPHUBJIEKATh CMEXKHBIX CIIe-
I[UAJIMCTOB — JIOTOIIE/Ia, HEUPOIICUXOJIOTa, IICHXOTEepAIleBTa.
[TpuMeHeHVE COBPEMEHHBIX PEIPOYKTHBHBIX TEXHOJIOTUN
(Xupypruyeckas WIM MUKDOXHDPYPTHYECKas HKCTPAKIIHA
CIIEPMATO30M/I0B) MOXKET IIPEOCTABUTH INAIUEHTaM ILIAHC
cTaTh OMOJIOTHYECKHM OTIIOM, IIpHYeM HawuboJIblIas BEpo-
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kY cuHpoma KiaiiHdesprepa He cymiectByer. B kauecrse
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06epeMEeHHOCTH IIPOXO/IUTH IUIAHOBBIA Y3 -cKpUHUHT [6].

3aknoveHue

JlaHHBIA KJIMHUYECKHUH IIPUMeEp JIEMOHCTPUPYET THIIHY-
Hble IIPOSBJIEHUs XPOMOCOMHOTO JedekTa — CHHApOMA
Knatindenprepa. /11 onTUMaIbHOTO KOHTPOJIA U MO/JIED-
JKaHWA KaJecTBa JKU3HU IalllieHTa TpebyeTcs MyJIbTH/INC-
[UIIMHAPHBIA BpaueOHbIH MTOJIX0/]: pETyJIApHOe HAbIII0 e~
HHe y aHJpOJIora U 3H/IOKPUHOJIOTA, IUIAHOBBIM MOHHUTO-
PHUHT COCTOSIHUS 37I0POBBA, a TAK)Ke KOHCYJIPTUPOBAHMUE 110
BOIIPOCAM PENpOJYKIHH, BKJIIOUas IIAHWPOBaHUE Oepe-
MEHHOCTH C IIPUBJIEYeHUEM NPO(IIBHBIX CIIEIUAJINCTOB.
JanHas crparerus HaIpaBjieHA HA CBOEBPEMEHHYIO KOp-
PEKIINIO aHJPOT€HHOTO JIe(PUIIUTA, UTO CIIOCOOCTBYET a/leK-
BaTHOMY (OPMHUPOBAHHUIO MYKCKOTO (PEeHOTHIIA, a TaKKe
yJIydIiaeT IOKa3aTeJ Il HEHPOKOTHUTHBHOTO DAa3BUTHA U
COIIMAIbHOY a/IallTal[uH IAIFeHTa.
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