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B cmamve npedcmasnen knunudeckuti cnyuati navuenma 20 nem ¢ nepsuuHoim eunepnapamupeosom (I1ITIT),
0UAZHOCMUPOBAHHBIM HA CIMAOUU MANCETIbLX CKeNEMHbIX HAPYUeHUT] 8 BU0e MHONECNBEHHVIX KOCHHBIX KUCM,
OCTIONHUBUUXCS HU3KOIHEpeemuyeckum nepenomom. Vseecmno, umo 6 90-95% cnyuaes IIT'TIT o6ycnoenen
COnUMapHoil A0eHoMOti OKOOUUMOoBUOHOT scene3vl. OOHAKO, YyHUMBIBAS azpeccuBHOe PeHOomunuueckoe
nposienerue IIITIT, He0OX00UMO UCKIIOUUMb HACTIEOCMBEHHDIL 2eHe3 3a0071e6aHUS, 6 HACHHOCMU CUHOPOM
MHOMHECMBeHHOL IHOOKPUHHOU Heonna3uu 1 muna. PanHee svig6neHue CUHOPOMAIbHBIX NAMOIO2UTI onpedensem
MAaKMmuKy 6e0eHUs U OUHAMUYECKO20 KOHIMPOJIS KAK KA# 0020 KOHKPEMHO20 nayueHmad, max u poocrmeeHHUKo06
nepeoti IUHUU POOCEA, MO 6 KOHEUHOM Uoze 6/1user HA KA4ecme0 HUHU U NPO2HO3 300716 aAHUS.

Kntouesvte cnosa: nepsutnuiii 2unepnapamupeos, MHOMeCmeeHHAs IHOOKPUHHAS Heonnasus 1 muna,
MHONECMBEHHAST IHOOKPUHHAS HeONNIA3Usi 2A muna, MHONIeCMBeHHAsI IHOOKPUHHAS HeonnA3us 4 muna,
M0710001i 803pacm, HACneOCMBeHHble CUHOPOMDbL
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BBepenne

ITepuunsii runepnaparupeos (IITTIT) - sHgoKpuHO-
HaTHs, PasBUBANOIAACA BCIENCTBUE TUIEPIPONYKLIINN
naparupeougaoro ropmona (IITI) oKomommUTOBUIHbI-
mu xenesamu (OLDK). Ilpaktudyeckn B 90% cnydaes
IIPUYVHON €TO Pa3BUTHUA ABJIAETCA CONMMTAPHAs af[eHOMa
OIIDK. 3HaunTenbHO peXKe B KaueCTBe MPMYMH yKa3bIBa-
I0TCsI MHO)XECTBEHHbBIE alecHOMBI (TUIIePIUIasys) 1 paK
OIK.

Wctnanyio pacnpoctpaneHHocTd IIITIT cnoxHO ome-
HUTb. COIIACHO Pa3HBIM MCTOYHUKAM, OHA COCTABJIAET
ot 0,5 fo 34 cny4aes Ha 1000 Hacenenus [1]. Besycnos-
HO, UHPOPMIUPOBAHHOCTD MAIMEHTOB U HOCTYIHOCTD
71ab0paTOPHBIX UCCAETOBAHNIT TO3BOIM/IN ITOBBICUTD
BBISIB/IIEMOCTD U, CTIEIOBAaTeNIbHO, IIOKA3aTeNN PacIpo-
CTpaHEeHHOCTH 3a00JIeBaHMs, @ TAKOKe M3MEHUTD KIMHY-
YecKuil moprper mauyeHTos [1, 2]. Peus, B yacTHOCTH,
upeT 06 yBemuMueHUN 4icna 60IbHBIX ¢ 6€CCUMIITOM-
HbIMU (OpPMaMI — C OTCYTCTBUEM T'UIIEPKATbI{UEMUN
U APKOJ KJIMHAYECKON KapTUHBL.

Ha cnopapmdecknit IITTIT npuxogutcsa ot 90 go 95%
cay4aes. IIpyu 9TOM UarHo3 MoOXKeT OBITH YCTaHOBJIEH
TOJIBKO IIOC/Ie MCKIIOUeHMs [PYIUX IpUYuH 3abore-
Banus [1]. Yame cniopaguuecknit III'TIT BcTpevaercs
y >KeHIIMH B Bo3dpacTe oT 40 5o 60 net. My»uuHbI 6071e-
0T B TpY pa3a pexxe >KeHIuH [1].

Ipu o6uapysxennn IIT'TIT B Bospacte fo 40 et Heob-
XOJVIMO 3aIIOfl03PUTh HACNIeACTBEHHYIO popmy 3abore-
BaHusA (5-10% cnydaeB) u mpoBecTU KOOOCTIEfOBAHMNE.
K HacnefcTBeHHBIM 3a00/I€BaHMAM, BKIIIOYAIOLINM
III'TIT, oTHOCATCS CMHAPOM MHOXKeCTBEHHOI SHIOKPUH-
Hoit Heorvtasuu (MOH) 1 tumna, cuagpom MIOH 2A tuma,
cuHppoM MOH 4 Tuna, a Takke CMHAPOM TuIeprapa-
THpPeOo3a C ONMYXOJIbI0 YeNIOCTH, CeMeliHas MU30NIMUpo-
BaHHaA I'MIIepKaIbleMNA ¥ CUHAPOM CeMefHOTO 130-
nupoBaHHOro runepnapatupeosa [1-3]. IlocnegHue
BCTPEYAIOTCs 3HAYNTEIbHO pexe. Bce ykasaHHbBIe 1maTo-
TIOTMM MMEIOT ayTOCOMHO-JJOMMHAHTHBII TUII HACTIefo-
BaHM U BBICOKYIO CTeIIeHb IIeHEeTPAaHTHOCTIL.

MHoecTBeHHaA SHAOKPUHHAA HeoItasys 1 Tuma (cuH-
npoM Bepmepa) pasBuBaeTcA M3-3a MyTalluy B IeHe
MENI, KOTOPpBIl KOOMPYET ALEPHBI 6elToK MeHMH [2].
MeHMH TTOIAB/IsET OIYXO/IEBLIil POCT, I0O3TOMY IIPU €0
HeJOCTaTOYHOCTY pa3BMUBAETCA KIeTOYHAs IMIIepIIa-
314, a IIPY OTCYTCTBUU — OIyXOJ/eBasd TPaHCHOpMaIVA
SH/IOKPVHHBIX JKefle3 HelPOIKTO/IepPMaIbHOTO IpPONC-
XoxzeHus [4]. PacpocTpaHeHHOCTb JaHHOTO CHHAPO-
Ma cocTaBiseT 2-3 cnydas Ha 100 Thic. dyemoBek [5].
Cungpom MOH 1 Tuma nposBisgercs coO4eTaHHBIM
pasBUTIEM OIYXOJIell OKOJOIUTOBUIHBIX XKene3 (Impa-
KTUYeCKM) y BCeX IIAI[IeHTOB), OCTPOBKOBOTO aIlllapara
HIOIKETY0YHOI >Kele3bl (Y ABYX TpeTeil IalMeHTOB)
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u afeHornno¢usa (6onblie YeM y [OTOBUHBI ALMEH-
TOB). B paMKax cuHApOMa MOTYT ¥IMETb MeCTO OIIyXOJIN
HaJII0YeYHMKOB, HeJPOIHOKPUHHbIE OITyXO/IN TUMYCA,
JIETKMX M TIMILeBapUTEeNbHOTO TPAKTa [2], a Tak>Ke He9H-
IOKpVHHbIE IPOsBIeHus (aHrMop1OPOMBI, KOIIAreHO-
MBI, JINTIOMBI, JIEIOMMOMBI, MEHVHTVTIOMBI ¥ 37I0Ka4ecT-
BeHHble 00pa3oBaHNA MOIOYHOI Xene3sl) [2]. BaxxHo
oTMeTuTh, uTo M [II'TIT ¢ HocurenbctBOM reHa MEN1
XapaKTepHO 6oJlee TsDKeoe TedeHMe, MPOsBIIALIeecs
He(POKa/IbIIMHO30M, KOXKHBIM 3y/JOM, Ka/IbIM(IIaKCH-
€Jl, a TAK)Ke 3HAYUTEbHbIM CHIDKEHMEM MMUHEPAIbHOM
IVIOTHOCTY KOCTeil C pa3BUTHEM OCTEOIOpPO3a, HU3KO-
TPaBMaTUYECKUX IePeIOMOB 1 GpUOPO3HO-KUCTO3HOTO
ocrenta [6, 7]. ITocne ypanenus OIDK y manuenToB
¢ M3OH 1 Tumna BOCCTaHOB/IEHNE MUHEPATbHO IIIOT-
HOCTM KOCTM NIPOMCXOAWT 3HAUNTENIbHO Mefi/IeHHee
II0 CpaBHEHUIO ¢ mnijamu co cnopagudeckum IIITIT [6].
Jnarnos «cuagpom MOH 1 Tuna» ycranasampaeTcs Ipu
OOHapY>XeHUM ABYX U3 TPeX TUIMIHBIX [ HETO SHJIO-
KPMHHBIX HOBOOOpasoBaHuii [2]. OnHako XapakTepHas
K/IMHNYeCKas KapTNHA BO3MOXXHA M B OTCYTCTBUE MY-
tTauuy reHa MENI, 4To, IPeATON0XUTETbHO, CBA3aHO
C MyTalUMsAMU B JPYTUX, ellle He OTKPBITHIX TeHax [8].
ITosTOMY 30/I0TBIM CTaHAAPTOM AMATHOCTUKI TAHHOTO
CUHJPOMa CYUTAETCs TeHeTUYecKuit anamms [8].
Cunppom MOH 2 tuna (cunppom Cunmsna) o6ycnos-
JIeH TepMMHaIbHBIMU MyTanusmu B rede RET [6], pac-
II0JIOKEHHOM B JI/IMHHOM Iutede 10-11 xpomocombl. He-
KOHTpO/MpyeMast mponndepanns HeilpO3HTOKPUHHBIX
TKaHell BO3HMKAeT M3-3a KCIIPECCHM aHOMAa/IbHOTO
RET-6enka [7]. Cungpom MOH 2A tuna peructpupy-
eTcs ¢ 4acToTon 1 ciydan Ha 30 TbIC. Ye/lI0BEK, MaHM-
decTupyer B Bo3pacTe IATK — [eCATU /T U Xapak-
TepU3yeTCsA ClAefyIoleil Tpuagoi: MeRy/UIAPHBINA paK
IUTOBUHON Xerne3bl (92-100%), deoxpomoruroma
(50-70%) n mopaxxenue OIDK (rumeprirasust wnu afe-
HoMa B 20-30% cny4aes) [9]. IleppuuHblil runepoapaTn-
peos nmpu MOH 2 Tuma uMeeT psf OTINYNUI OT TAKOBOTO
npyu MOH 1 tuna. Tak, mpr MOH 2A Tuma vame BcTpe-
yaercs ToTanbHasA runeprnasusa OLK, moyekameHnHas
607e3Hb M aCUMIITOMaTU4ecKasl TUIepKaablueMus [7].
TsoKecTb ZaHHOTO 3a60/IEBaHM M TIPOTHO3 [I/IA TAlVeH-
Ta HANIPAMYIO 3aBUCAT OT CTafyUM MeLY/LIPHOIO paka
LM TOBUIHO >Kenesbl [7].

Passutie MOH 4 Tuna acconumpoBaHoO ¢ MyTaluAMU
B reHe CDKNIB. B pesynbraTe CHIM)KaeTCA MPOAYKIMA
KJIeTOYHOTro cympeccopa (6enka p27Kipl), 4to BemeT
K YCWIEHNIO K/IeTOYHOI mponudepanun n gudpdepen-
LMPOBKM 3HAOKPMHHBIX KeJIe3 HelPO3KTOhepMaIbHOTO
npoucxoxaenus [10, 11]. [lTannoe 3aboneBaHue 4pe3Bbl-
yaitHo pepikoe. Ha ceropgHAmHMI leHb M3BECTHO MeHee
100 mauneHTOB C Takoit myTauueit B rene CDKNIB. On-
HaKO KIMHMYecKas kaptuHa MOH 4 Tumna npgeHTHYHA
KIMHMYecKo kaptnae MOH 1 Tuma, XoTa OTMeJeHBI
pasnuuua B Bo3pacTe MaHudecTauyy u TedeHun 3abo-
neBanud [11].

IIpu4ynHOM pasBuTUA CUHAPOMA IUIlEpIIapaTHpeos3a
C OIYXOJIbIO YEMIOCTH AB/AeTCA MyTauus B rene CDC73.
Knmandeckas kapruaa Bxmovaer IITTIT, kucrosnsle
60 HeoITaCTMYeCKMe MOPaXKeHMs MoYeK, pasBUTHe

IHAOKPUHONOT WA

KNMHNUeCKkaa npakTuKa

occrpumpyomux GpuépoM BepXHell 1/ HIDKHelT de-
JIIOCTeNt, TUIIePIIaCTUYeCKe, A TAK)Ke HeOIJIAaCTYecKe
nopaxxeHys: MaTky [12]. Ba)XHO OTMETUTD, YTO MMEHHO
Y 9TOI1 TPYIIIBI MAI[MEHTOB YacTOTa BCTPeYaeMOCTH! Kap-
nuaombl OIK mocturaet 20%. BrisBieHne kapunHO-
MBI KapJHaIbHO MeHsieT 00'beM OIIepaTHBHOTO TeYeHMsI
IIITIT [13].

CuHApoM ceMelHOJ TUIOKaAbLUypUYECKON rumep-
Ka/lbl[MeMIM, B OCHOBE KOTOPOTO JIXKUT HapylleHue
KaJIbLIMII-9yBCTBUTeNbHBIX penentopos OIK (pe-
3ynbpraT MyTanuu B reHe CASR), Breder 3a co6oii 10-
BoinreHye cuHres3a IITT 1 ypoBHA Kanblus B KpoBu 6e3
MOBBIIIEHIST 9KCKPeLMu Kaabysa ¢ Modoit [14]. s
[IOCTAHOBKM [JAHHOTO AMAarHo3a HeOOXOXMMO OLIEHUTH
SKCKPELVIO KaJIbLMA B CyTOYHONM MOY€e M pacCYUTaTh OT-
HOIIEHMe KIMPEHCca KalblMA K KIMPEHCYy KpeaTHHNHA.
K coxanennto, JaHHbIE TECTDI B Py TMHHON KIMHUYIECKO
[IPAaKTVKe MIPOBOMSATCS PERKO, YTO OOBACHIET HUZKYIO
BBIAB/ISIEMOCTD JaHHOI matonoruu [14].

CeMeltHBIN M30/IMPOBAHHBIN TUIIEPIIAPATHPEO3 XapaK-
tepusyerca nopaxenuem OIIJK B orcyrcrBue omy-
Xoneit ppyrux nokammsanuii [15]. EquHoro MHeHMs
0 TeHeTMYEeCKON MPUPOLe LAaHHOrO 3ab0IeBaHMs IOKa
He CYHIeCTBYeT. B CBA3K C 3TMM CeMeHbIN N30NMPOBaH-
HBIJl TUIIEpIAPAaTUPEO3 pacCMAaTpUBAETCA B KadyecTBe
JVMaTHO3a MCKIIOYEHNA IPY OTCYTCTBUM KIMHUKO-JIA-
60paTOPHOro MOATBEPXKAEHMS APYTUX HACTEACTBEHHBIX
¢dopm IITTIT [15].

Huxe ommcaH KIMHMYECKUI C/ydail B OTHOIIEHUM
Monoporo manuenta ¢ IITTIT, guarHOCTMPOBaHHBIM
Ha 9TaIle MO3JHUX KOCTHBIX OC/IOXXHEHMI.

Knunnueckoe HabniopeHmne

[Maument b., 20 meT, 651 OCTaBIEH OPUrafOil CKOPOIT
IIOMOIIM B IIPMEMHOE OT/eJIeH)e MHOTONPO(UILHOTO
craumoHapa r. Kasauu B ¢pespane 2025 r. ¢ >xanobamu
Ha OCTpYIo 60/b B 006/1aCTU BepXHeil TPETU IIPaBOro
6enpa, BO3HUKIIYIO IOCTIe TafeHs Py KaTaHUI Ha TOp-
HBIX JIBDKAaX.

B npueMHOM oTAeneHuN Obla IPOBeJeHA PEHTTEHOB-
CKasl KOMIbIOTepHas TOMOTpadyisA KOCTell Tasa M HYDKHUX
KOHEYHOCTe1, IO pe3y/nbTaTaM KOTOPOIT 0OHaPyKeHbI
OCKOJIbYATBIN IIEPETIOM CO CMELIEHNEM BEpPXHE TpeTH
fnadusa mpaBoit GeAPEeHHOI KOCTY, MHOXKECTBEHHbIE
KOCTHBIE KUCTBI B OeIpeHHBIX KOCTAX, IIOf|B3[JOLIHBIX
KOCTIX, TeJle U Jy>KKe IT03BOHKa L4 cripaBa (puc. 1-3).
[MTanueHT 6BUT TOCIUTANTU3NPOBAH B OTHE/NEHNE TPaB-
MAaTOJIOT MM [ IPOBEJEeHMs XUPYPIUYECKOTO JIeYeHM s
(60KMpyeMblil MHTPaMey/ULIPHBII OCTEOCUHTe3 IIpa-
BOJI GexpeHHOI KocTu). Bo Bpemsa rocnuranmnsanumu
IIPOBENEHBI KOHCYIbTAalA SHAOKPUHO/IOTA, JOIOIHN-
TeJIbHbIE Ta0OpaTOPHbIE ¥ MHCTPYMEHTa/IbHbIE MCCIIENO-
BaHM:A /IS UCKTIOYEHNA VIN TTOATBEPXK/IeHNs IIpefBa-
putenbHoro ayarHosa III'TIT.

ITpu 1a60paTOpHOM MCCIIEROBAHUY BbISABICHO ITOBbILIE-
HII€e YPOBH:I TapaTHPeOMTHOTO TOPMOHA U 0OIIIero Kab-
LM B CBIBOPOTKE KPOBM, YTO IOATBEPAUIO HalM4uue
II'TIT. Kpome Toro, 3aduKCHpOBaH MOBBILICHHBI YPO-
BeHb 11e0IHOIT pocdaTassl (Mapkepa KOCTHOIT pe3opo-
I[UIL), @ TAK)Ke HU3KUIT ypoBeHb BuTamuHa D (Tabmmia).
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Puc. 1. Penmezenosckas KoMnvlomepHas momozpapus
npaeoii 6edpeHHOli KOCMU: 0CKONbHAMbLL nepenom
co cmeujeHuem eepxeil mpemu ouagusa npaeoii 6edpeHHo

Kocmu

Puc. 2. Penmezeno6ckas komnviomepHas momozpagdus obeux
GedpentvIx Kocmeii: MHOJCeCINBEHHbLe KOCHHbLE KUCbL

6 0e0peHHbIX KOCMAX

Puc. 3. Penmzenoeckas komnviomepnas momozpadus masa:
KOCMHble KUCMbL 6 1008300UIHBIX KOCHAX
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IIpn ynpTpa3sByKOBOM MCCIENOBAHMN MIMTOBUIHOMN Xe-
nespl v OIIDK Bu3yanu3upoBanuch runosxoreHHble 00-
Pa3oBaHIsA C HEPOBHBIMU KOHTYpaMI, IPeUMYIeCTBEH-
HO II0 HIDKHEMY KOHTYPY, pasMepoM 11 x 8 n 10 x 6 mMm,
IIpU IBETHOM JIOIIZIEPOBCKOM KapTUPOBAHUM — C IIPU-
3HaKaMM KpoBoToka. CliellaHo 3aKmodeHue: mumdaru-
geckmit y3en (mog Borpocom) OLIXK (mop Bonpocom).
bolna Takke mpoBefeHa peHTITeHOBCKasA KOMIIbIOTEp-
Hast ToMorpadust TKaHell ey OT YPOBHS BHYTPEHHEro
OCHOBAHIs 4eperna, OpraHoOB TPYLHOI KIeTKU U Opra-
HOB OPIOIIHOJ IOJIOCTY, KOTOpasi MOATBEPAVIIa Ha/lu-
yie o6pasoBaHusd. IIo 3aHEeHMKHEMY IIOMIOCY J1€BOI
TOMU LIMTOBUAHON >Kee3bl BU3Yanu3upoBanach jgo-
[O/THUTE/IbHAS CTPYKTYPa HeIPaBUIbHOI GOPMBI pas-
MepoM 17 x 18 x 7 MM, U30H€HCUBHAS WIUTOBUJHOM
xenese, — runepmrasus OLPK. [Tomnmo atoro, obHa-
PY>KeHBI KUCTO3HBIE OIIYXO/N B OEIPEHHBIX U Ta30BBIX
KOCTsIX, m0o3BoHKax Th12 (Menkoe KucTo3Hoe 06paso-
BaHMe I10 XONY HVOKHEN 3aMbIKaTeIbHOM IIAaCTUHKI
pasMepoM 9 x 9 x 6 MM) u L4, ckieposupoBaHHad oIy-
XOJIb B JIEBOJI I/Ie4eBOil KOCTU (YIIOTHEHHOE KOCTHO®
ofpasoBaHe B IIPOKCUMANIbHOM MeTaduse pasMepoM
21 x 16 x 21 mm). CornacHO HaHHBIM BUe0330(aro-
racTPORYONE€HOCKONNY, BbISIBIEH TaCTPOJYOJEHNT, YTO
MOXXeT OBITH CBSI3AHO C IMIIEPKA/IbIIMEMIEIT I IOBBI-
LIeHVeM CEeKpelVy TaCTPUHA U COMSAHOM KUCIOTHI, 4TO
MOXXeT OBITD IIPOSIB/ICH)EM BIUCLIEPAIbHOTO TOPAsKEHMS
npu IIITIT.

ITanyeHT HOBTOPHO KOHCY/IbTUPOBAaH 3HTOKPYHOIOTOM.
OKOHYaTeNbHBIN OMATHO3: MEPBUYHBIN TUIIE€pIIapaTy-
peos, KocTHasA popMa, BIIepBble BBLABICHHBII, aflecHOMa
neoit HibkHelt OIIJK, 3axpbIThIil OCKONBYATBIN TATONO-
TUMYECKUIT TTepe/ioM BepXHell TPeTU IPaBoil OefpeHHOIl
KOCTM CO CMellleHMeM, MHOXKeCTBEHHbIe KOCTHbIE KVCTHI.
PexomenpoBaHo: npoBefenne cuyHturpadpum OLPK
¢ paguodapmnpenaparom (POII) ¢ mocnenymomeit ce-
JIeKTMBHOJ TapaTupeonisKToMmelt (omeparus Opina 3a-
I1aHKpoBaHa Ha MapT 2025 1.) [16].

IMpu nposenennn cuunturpadun ¢ Texuerpumom *™Tc
(MIBI) Ha MCXOEHBIX CLIMHTUIPAMMaX B HepeqHei mpsi-
MOJ IIPOEKLIMM B MHTepBasie 15-25 MMUHYT 1IocCie BBe-
neausa POII ero HakomleHue B 061acTy 1M TOBULHON
JKene3bl acuMMeTpudHoe. Kpome Toro, ouarosoe Hako-
IIJIEHMEe Ha YPOBHE HVDKHETO II0/I0ca IeBoli jonu. Ha or-
CPOYEHHBIX CLVHTUTpaMMax (depes3 OBa 4aca IIOCIe
BBefeHus: POII) Ha QoHe ecTeCTBEHHOrO KIMpeHca
HIVTOBUIHOI >Ke/le3bl 0YaT aHOMAIbHOT'O HaKOIIEHMS
Ha YpOBHE HIDKHETO IOJII0CA I€BOJ HOMN COXPaHMIICA.
ITpu ogHO}OTOHHOI 3MUCCHOHHON KOMIIBIOTEPHOI
tToMorpaduu mwen u cpefoctenus (depes 20-40 MUHyT
nocrte BBefeHus POII) onpenensnocs acuMMeTpUYHOe
HakorteHue POII B mpoeKunuy WMUTOBUIHON Xele3bl
C OYaroM ITaTOJIOTMYeCKOTO HAKOIUIEHUA B HIDKHEM IIO-
nroce nesoit fomu. Ha ocHoOBaHMY pe3ynbTaToB JaHHOTO
MICCIIEOBaHA OBUIO CHOPMUPOBAHO CIIERYIOLIee 3aK/II0-
4eHe: CUMHTUTPpaduIecKyie IPU3HAKY afleHOMbI HIDK-
Hent OIIXK cnesa.

B xope oneparuBHOro BMeraTenbcTBa (28 mapra 2025T.)
MoOum3oBaHa u yfaneHa nesad HikHAd OIXK pasme-
poM 25 X 15 MM.

JddekTBHAA dapmakoTepanua. 12/2026



ﬂuuamuku ﬂa60pumopnbtx nokasameneu

ITokasatens Pedepencusre
3HaYEeHUA

[TaparmpeongHbI FOPMOH, IIT/MJT 18-89

Kanpumit o01umii, MMOJIb/ 2,20-2,65

Kanpuuit, CKOppeKTUpOBaHHbII [0 anmboymMuHy, 2,20-2,65
MMOJIb/ 1T

Docdop, Mmmonb/n 0,78-1,42
25(OH)D, ur/mn 30-100
Menounas ¢pocdarasa, Ex/n 40-150
Kpeatnnus, MKMOJIb/ /T 62-115
CKOpocCTb KTy604KOBOI (PUIBTpALNN, >90

mi/mun/1,73 m?

ITocne onepatuBHOro nedyeHus yposenb kak IITI, Tak
U KaJIbLIUA 3HAYUTE/IbHO CHU3MUICA (CM. Tabnuiy).
Incronornyeckas KapTHa MOATBEpANIIA a[IEHOMY IeBOI
HmwxHeir OIIK.

[TanyeHT BHINMCAH B YAOBAETBOPUTENBHOM COCTOSTHUM
Ha TPeTHIi IeHb ITOC/Ie CeTIeKTVBHOM MapaTipeon 9K TOMMIL.
3aK/II0YUTENbHBIN AMArHO3: TIepBUYHBIN TUIIepIapaTu-
peos, KocTHast popma, BIlepBble BBISBIEHHBII, afleHOMa
HIDKHEN OKOJIOIIMTOBUIHOM XKeJe3bl C/IeBa, IIapaTupeo-
UISKTOMMS HIVDKHE! OKOJIOIIMTOBUIHON Ke/le3bl ClleBa
ot 28 mapra 2025 1., XpOHMYECKUI TaCTPOAYOHEHUT.
PexomMenpanuy npu BbIMUCKe: IPOJO/DKUTD IIpUeM Kojle-
Kampindepona B gose 5000 ME/cyT, KOHTPOIIb YpOBHs
25(OH)D, obmero kanplus, anbbyMuHa, KpeaTHHNHA,
dbocdopa B cBIBOpOTKE KPOBU Yepe3 OAMH MECI] C T0-
CIefyroliell KOHCY/IbTalyell HJOKPMHO/IOra.

Kpome Toro, ¢ manueHTOM IpoBefeHa 6ecefa 0 TOM, YTO
B MonofoM Bospacte IITTIT MoxkeT 6bITH OFHNUM U3 IPO-
SIBTIEHWIT HACTIE[ICTBEHHBIX 3ab0MeBaHMIL, /IS TIOATBEP-
JKJIEHMST KOTOPBIX HEOOXOMM TeHeTHYEeCKIIT aHan3, KO-
TOPBIIA, K COXA/IEHIO, y JIUL] CTapilie 18 1eT He MOXeT ObITh
BBIIIOJIHEH B PaMKaX peajn3aliuy IporpaMMbl 00s3aTenb-
HOTO MeJMILIMHCKOTO cTpaxoBaHuA. OTCIeanTh gaabHel-
IIYI0 MAapLIPYyTHU3ALIO JAHHOTO IAI[VIEeHTa He YHA/IOCh.

06cyxpaeHne

Be3ycnoBHO, MalyeHT B ONMCAHHOM KIMHMYECKOM
caydae Tpebyer manbHerinrero Habmogenus. Ipuopu-
TETHOII 3afadell sIB/IsAeTCs Oe30TIaraTeNIbHOe HAYAJIo0
7ledeHns KOCTHBIX HapyuleHmil (aHTMpe3opOTUBHAS
Tepamus feHocyMabom mnn 6uchocoHatami, mpuem
HAaTUBHOTO BUTaMMHa D M ero akTUBHBIX MeTabonu-
TOB, IpenaparoB Kanbuus). Cregyroomuiei mo 3Ha4u-
MOCTHM 3ajiadyeil siBnsieTcs nposefeHue auddepen-
[[Ma/JIbHOJ JUMATHOCTUKM JJIsl BBISIBJIEHUS MCTUHHOI
npuunHbl passutua II'TIT. HecmoTps Ha TO 4TO cIio-
panndeckasi Gpopma BCTpeyaeTcsi He TOTIbKO Y B3POCIIBIX,
HO U y JeTell, arpeCCHBHOCTDb TedeHNUsl 3a60MeBaHMs
B BIIfie MHO)KECTBEHHBIX KOCTHBIX KICT, OCTIOXKHUBIIINX-
Cs1 HUBKOHEPTETUIECKIM [IEPE/IOMOM, ITOAYEPKIBAET

IHAOKPUHONOT WA

KNMHNUeCKkaa npakTuKa

IIpu rocninranusanum  [To omepanuu ITocne onepanum
(¢eBpansb 2025 1.) (mapT 20251.) (Mapt2025T.)

579,1 579,0 16,7
2,71 3,28 2,02

2,696 = =

1,06 = =
5,6 - -
226,4 = =
63 = -

135 = =

HeOOXOAVMMOCTb TeHeTUYEeCKOTO MCC/IeOBaHNA I Be-
pudukanyy Mmytanuy B rene MEN1.

BonpmuucTBO OmyXxonmeil B cOCTaBe CHUHJpOMA
MO3H 1 tuna sBIATCA [OOPOKAIeCTBEHHBIMY, IPOSIB-
NA0TCA TUNIEPCEKpenell TOPMOHA /WU ClaBlIeHVeM
OKpY>KaIoIIMX TKaHell. K onyxomam nmomxenygoqHo xxe-
7e3b1 OTHOCATCA MHCYIMHOMBI, ITIOKarOHOMBI, TacTPu-
HoMbl, BVIIombl, a TakXe TOpMOHA/IbHO-HEAKTUBHbBIE
obpasoBanusa. Omyxonu afgeHorunodusa B cocTase
MO3H 1 Tnma npepcTas/ieHbl IPOTaKTMHOMAMH, COMATO-
TPOIMHOMaMU, CMEIIaHHBIMY afleHOMaMM, TPORYLUPYIO-
IIYMY IIPOSIAKTYH U COMATOCTAaTUH, PEKO — OIIyXOJ/LAMIH,
IPOAYLUMPYOLIMMY aipeHOKOPTUKOTPOIIHbI TOPMOH.
OpnHako He CTOMT 3a0BIBaTh O PUCKe 37I0KAYECTBEHHOI!
[porpeccun faHHBIX HOBooOpasoBaumit. Hebmarompu-
ATHBII IPOTHO3 Y MALIMEHTOB ¢ cuHApoMoM MOH 1 Tuna
cBsi3aH ¢ (GOPMMPOBaHNEM NYOJeHOMAHKPeaTUIeCKIX
HePOIHJOKPUHHBIX HOBOOOPA30BAHMII, KAPLIVHONLOB
TUMYyCa U OPOHXOB, HA/IM4YIE KOTOPHIX 3HAYUTEIBHO CO-
KpalllaeT IPORO/DKUTEIbHOCTD XU3HY (55 JIeT I MyX-
4yH 1 46 n1eT i >xeHuH) [7, 11]. Kpome Toro, fanHOe
3aboreBaHye 06/masjaeT BHICOKOI CTETEHbIO IIEHETPAHT-
HocTy (K 20 romaM - y 50%, a x 40 rogam -y 95%), 4TO
Ba)XHO M JINI1 pPOICTBEHHMKOB IIEPBOJ IMHUM POJICTBA,
B TOM 4ICJIe OYAYIIUX feTell.

CBoeBpeMeHHas JMaTHOCTUKA CUHPOMATbHON (OpPMBI
III'TIT onpenenseT TaKTUKY BeleHN 1, II03BO/IAET IIPEOT-
BPaTUTh pa3BUTHE XXM3HEYTPOXKAIOIMX OCTOXKHEHNI
M yIY4IIUTh Ka4eCTBO )KM3HM KaK CaMOro IallyieHTa, TaK
U 4TIEHOB €T0 CeéMbM. BaXkKHO IIOMHUTB, 4TO, flaXKe eCIun
MalMeHT OTKAa3bIBAETCA OT T€HETUIECKOTO MCCIeN0Ba-
HUsA, Bpay JO/DKEH BBICTPOUTD IMATHOCTUYECKMIT TIOMCK
U pasbsACHUTD KIMHMYECKME ITOCTIEACTBYA C aKL[EHTOM
Ha PEeTY/IAPHbIA CKPUHYHI.

3aKknioyeHue

LenTpanpHoit ¢urypoit B moctanoBke guaruosa IIITIT
SABJIAETCA SHIOKPUHOJIOL, OT KOTOPOTO 3aBUCUT yCIeX
umMeHHO AuddepeHIanbHON IMArHOCTUKM, JaTbHEN-
IIIeTO JIeYeHNs Y HabmofeHus. &
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Peculiarities of Management of Young Patients with Primary Hyperparathyroidism

EV. Valeeva, PhD, Prof,, T.S. Yilmaz, PhD, K.B. Khasanova, PhD, Zh.A. Rodygina, L.N. Mustafina
Kazan State Medical University

Contact person: Zhanna A. Rodygina, zhanna.rodygina.99@mail.ru

This article describes a clinical case of a 20-year-old patient with primary hyperparathyroidism
(PHPT), diagnosed at the stage of severe skeletal abnormalities, including multiple bone cysts
complicated by a low-energy fracture. It is known that 90-95% of cases of PHPT are caused

by a solitary parathyroid adenoma. However, given the aggressive phenotypic manifestations of PHPT,
hereditary origins of the disease, particularly multiple endocrine neoplasia syndrome type 1, must

be excluded. Early detection of syndromic pathologies determines the management and dynamic
monitoring of both each individual patient and first-degree relatives, ultimately impacting quality

of life and prognosis.

Keywords: primary hyperparathyroidism, multiple endocrine neoplasia type 1, multiple endocrine neoplasia
type 2A, multiple endocrine neoplasia type 4, young age, familial syndromes
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