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Mpamopnas 6one3us, uru ocmeonempos (OIIT), pedko ecmpeuaemcs 6 npakmuke peemamonoea, mepaneema uiu neduampa. B ocnoge smoti
2pYnnbl HACAeOCmBeHHbIX 3a001e8aHuUll nexcum deghekm o0bpazoeanus, pazeumus U QyHKuuoHuposarus ocmeoxiacmoe (OKJI), eedywuii k
HapyuweHuio npoyeccos pe3opoyuu u pemooeauposanus Kocmuoi mxanu. Hapywenue pezopoyuu npugodum K nogvluleHHOU NAOMHOCMU U
U3MEHeHUI0 Kavecmea Kocmeli, 8 pe3yabmame 4eco OHU cmanosamcs boaee xpynkumu. Kax npasuno, 3abonreeanue manugecmupyem namo-
Aoeuyeckumu nepesomamu. B nocaeonue decsmunemus y 70% nayuenmos ¢ OIIT no kpaiineii mepe 6 10 eenax evisenenvl mymauuu,
npugodsuue Kk HapyuleHuro Qynxyuonuposanus OKJI. B 3aeucumocmu om eapuanma Hacae0o8anus 8bl0esiom aymocoOMHO-00MUHAHMHDBLIL,
aymocomHo-peyeccughblii u npomexcymounstit munvt OIIT. Aymocomno-domurnarnmuniii OIIT umeem dobpokauecmeenHoe meuenue, Komopoe
Mmodcem Obimb KAK 0ecCUMNMOMHbIM, MAK U XAPAKMePU308amuvCs MHONCECMBEHHVIMU NepeAoMamy Kocmel U Opyeumu aHoMaiusmu
no36oHouHUKA. 3abonesanue, KAk Npaguao, MaHugpecmupyem 6o 3pocaom uiu noopocmkosom eospacme. IIpodoacumensHocms JHcusHu y
001bHbIX SMOIL 2PYNNBL He OMAUYAemcsl OM MAK080ll 6 0bujeil nonyasayuu. 3nokavecmeaennolil, usu unganmuasiolii, OIT cés3an c aymocom-
HO-peyeccu8HbIM 8apuanmom Hacaedoganus. Eeo kaunuveckue nposenenus Habao0aomes ¢ MOMeHma pojicoeHusl, 6e3 neueHus nayueHmol
noaubarom 6 meuetue nepgoeo 0ecsimunemusi JCUsHU. Y maxux 601bHbIX, KPOMe RAMOA0UU CKeAemd, OMMeHaloncs NOPAalceHue KPpo8emeaopHoli
cucmembl, c0agaeHue 4epenHo-Mo3208biX HEPBOE U HAPYUIeHUe UX QYHKUUU.

Ilpedcmasaeno kaunuueckoe Habarodenue aymocomno-oomunanmuoeo OIIT, duaenocmuposantoeo 60 83pociom eospacme (38 nem), Koeda
604bHOIL 6nepeavle oopamuncs k epauy. [lposedena duggepenyuansvhas OuasHOCMuKa ¢ GHKUAOUPYIOUWUM CHOHOUAUMOM U NAPAHEONAACIUHECKUM
CHOHOUAOAPMPUMOM.
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Marble disease, or osteopetrosis (OPT), is rare in the practice of a rheumatologist, internist or pediatrician. This group of hereditary diseases is
based on a defect in the formation, development and functioning of osteoclasts (OCL), which leads to disruption of the processes of resorption and
remodeling of bone tissue. Disturbance of resorption leads to increased density and changes in the quality of the bones, as a result of which they
become more fragile. As a rule, the disease manifests with pathological fractures. In recent decades, 70% of patients with OPT have been found
to have mutations in at least 10 genes that lead to impaired functioning of the OCL. Depending on the variant of inheritance, autosomal dominant,
autosomal recessive and intermediate types of OPT are distinguished. Autosomal dominant OPT has a benign course that can be asymptomatic
or characterized by multiple bone fractures and other spinal anomalies. The disease usually manifests in adulthood or adolescence. Life expectancy
in patients of this group does not differ from that in the general population. Malignant, or infantile, OPT is associated with an autosomal recessive
inheritance pattern. Its clinical manifestations are observed from the moment of birth, without treatment, patients die within the first decade of
life. In such patients, in addition to the skeletal pathology, there is involvement of the hematopoietic system, compression of the cranial nerves
and their function disturbance.

The article presents a clinical case of autosomal dominant OPT diagnosed in adulthood (at the age of 38), when the patient referred to the doctor
Jor the first time. Differential diagnosis with ankylosing spondylitis and paraneoplastic spondyloarthritis was performed.
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MpamopHast 6one3Hb, uiu octeorneTpos (OIIT), penko
BCTpeyaeTcsi B MpaKTUKE TepareBTOB M PEBMATOJIOTOB, YTO
CO3J1aeT TPYAHOCTHU Npu ee auddepeHIMalbHON 1MarHOCTUKE
¢ 60JIe3HSIMU OTIOPHO-ABUTATEILHOTO arnmapaTta. PacrpocTtpa-
HeHHocTb OTII B mupe koneodnercd ot 1 Ha 100 Teic. 1o 1 Ha
500 toic. [1]. DHmemuueckue ouaru OIIT ooHapyxeHb B Ko-
cra-Puke, rne OIIT nuarHoctupyercst y 3—4 HOBOPOXKIEHHBIX
Ha 100 toic. [2, 3]. 3a0oneBaemocth OIIT B Poccuu cooTBeT-
CTBYET OOLIIEMUPOBOIA, HO B UyBalllnu BbISIBJICH 9HAEMUYECKUIA
ouar. B atom peruone pacrpoctpaneHHoctb OIIT cocraBnsieT
1 Ha 3879 uenoBek, uto noutu B 100 pa3 Gojblie, yeM B
CpemHeM IT0 cTpaHe. 3aboyieBaHME HacCleayeTcsT IeThbMM Uy-
BAIlICKOI HAIlMOHAJBHOCTH MO ayTOCOMHO-PEIeCCUBHOMY
tuny [4, 5].

Poab octeoknactos B pazputuu OIIT

OIIT (6one3nb Anboepc—Illen6epra, 60€3HbL MPAMOPHBIX
KOCTeli) — TpyIIa HeOOBIYHBIX HACEACTBEHHBIX 3a00JICBaHNA,
KOTOpPBIe BOBHUKAIOT BCJIEACTBHUE 00pa3oBaHUsI Je(DEeKTHBIX OC-
teoknactoB (OKJI). B pesynbraTte KOCTM CTaHOBSITCS CKJIEPO-
3UPOBaHHBIMU, TOJCTBIMU, HO M3-3a HEMIPABUJIbHOI apXUTEK-
TOHMKM OHM O4YeHb JJOMKHe. Kak mpaBuiio, 3abojieBaHre Ma-
HUQECTUPYET MepeioMaMu, YacTo TOTIEPEeUHBIMU, C HECKOJIBKUMU
yJqacTKaMu (OpMUPOBAHUST KOCTHOM MO30JM M HOPMAaJbHBIM
3aXuBiIeHueM [6—8].

OKJI — MHOTOsIAEpHBIE TUTAHTCKUE KJIETKU, KOTOPhIE pe-
30pOUPYIOT KOCTb, 00ecIieunBasi pa3BUTHE U MOCTOSTHHOE pe-
MOJISTMPOBaHUE CKejleTa, W SIBIISIIOTCS TeMaTOMO3TUIeCKOM
Hulllelt KocTHOro Mo3ra. ledektHag aktuHocth OKJI npu-
BonuT K OI1T 1 HemoCcTaTOUHOCTH KOCTHOTO MO3Ta, TOoTAa Kak
M30BITOYHASI aKTUBHOCTb — K IMOTepPe KOCTHOI Macchl M OC-
Teornopo3y. ¥ HekoTopbix nanueHToB ¢ OIIT monoxuTenbHbI
3¢ deKT MOoXeT oKaszaTb TpaHCIUIAaHTallMsl KOCTHOTO MO3ra,
YTO COIJIACYETCs C FeMOIO3TUYeCcKUM npoucxoxneHuem OKJI.
OHU pa3BUBAIOTCS MYTEM CIUSHUS MOHOIIUTAPHBIX TIPEIIe-
CTBEHHUMKOB, TIOJYYCHHBIX U3 TEMOITO3TUYECKUX CTBOJOBBIX
kaetok B npucyrctBun CSF1 m RANK-nmuranmo. OgHako
MPOUCXOXKACHNE U MPOAOJIKUTEIbHOCTD )ku3HU OKJI, a Takxe
MeXaHU3Mbl, obecreurBapie MoaaepxxaHue ux GyHKIUU
Ha MPOTSKEHUM BCEH XXM3HU, OCTAIOTCS B 3HAYUTEIBHOM CTe-
neHn HepacKpbIThiMu. OKJI, KOTOpbIe KOJTOHU3UPYIOT IIEHTPHI
OKOCTEHCHUS TII0fA, MPOUCXOAAT OT SMOPUOHAIBHBIX SPUT-
POMMETOUIHBIX TTpeaiecTBeHHUKOB. DT OKJI Heo6Xxoaumbl
TSI HOpMaJIbHOTO Pa3BUTUsI KOCTe 1 3y00B. B akcriepumeHTe
MOKa3aHO, YTO JJIsi BOCCTaHOBJIEHUSI PA3BUTHUSL KOCTEl Npu
paHHeM ayTocoMHo-perieccuBHoM OIIT mocTaTouHO cBOEBpe-
MEHHOTO TIepeJMBaHUS HOBOPOXICHHBIM MBIIIAM MOHOIIM-
TapHBIX KJIETOK, MMOJYYEHHBIX M3 TEMOTIO3TUIECKUX CTBOJIOBBIX
ki1eToK [7—9]. Takxke B 9KCIIEpUMEHTE YCTAHOBIEHO, YTO MOCT-
HatanbHOoe opmupoBaHue OKJI u KocTHOI Macchl BO3MOXHO
MPU CAUSHUMA MOHOLIMTAPHBIX KJIETOK LIMPKYIUPYIOIIEeil KpOBU
¢ noiroxuBymmmMu cuamuTussMu OKJL. Tlpu aTom niepenBaHue
MOHOILIMTAPHBIX KJIETOK MPUBOAUT K IOJITOCPOYHOMY TIEPEHOCY
resoB B OKJI B oTcyTcTBHE XMMepH3Ma TeéMOITO3TUUECKUX
CTBOJIOBBIX KJIETOK, YTO MOKET CITACTH B3POCJIbIX MAIIMEHTOB C
denorunom OIIT, odycnoBaeHHbIM neduuTOM KaterncuHa K.
Takum o6pazom, 66K UcclienoBaHbl mpoucxoxaeHue OKJI u
MEXaHU3M UX COXpaHEHUs B KOCTSIX Iocyie poxaeHus [7, 9—
11]. DT naHHBIe MO3BOJISIOT pa3pabaThiBaTh CTPATETUIO BOC-
cranoBieHus gepunura OKJI mpu OIIT u peryasuum akTuB-
Hoctu OKJI in vivo.
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Tuner OIIT

B GosblIMHCTBE pabOT BBIACASIOT AETCKUI ayTOCOMHO-PE-
LIECCUBHBIN U TOOPOKAYECTBEHHBII ayTOCOMHO-IOMUHAHTHbII
OIIT y B3pocbIX. DTU TUITBI 3a00J€BaHUS pa3INUYalOTCs B 3aBU-
CHMOCTH OT MeXaHu3Ma HacienoBaHus [1, 6, 8, 12], 4ro GbLIO
MMOATBEPKACHO Ha MOJIEKYISIPHO-TEHETUYECKOM ypoBHe. [ls
ayrocomHo-penieccuBHoro OIIT xapakrtepHa myrtaumsi LRPS.
Paznuunbie Tunbl OIIT Takke MOXHO pa3IMUUTh IO TSIXKECTH
WX TIPOSIBJICHUIA.

Aymocomno-domunarnmubiii OIIT — caMblii JIeTKUii TUN 3a-
6oneBanus [13, 14]. OH Bo3HMKAeT BO B3pOCIOM BO3pacTe U B
OCHOBHOM CUMTAETCs 10OPOKAYECTBEHHBIM, TIPY 3TOM OXXHIaeMast
MPOIOJKUTETbHOCTD XKM3HU OOJTbHBIX OCTa€TCsSI HOPMaJIbHOI [ 1,
15] . Y HEKOTOPBIX MalMEHTOB CUMIITOMBI OTCYTCTBYIOT. B Takux
cJIydasix HeOObIYHO TUIOTHbBIE KOCTH MOTYT ObITh CJy4aifHOI Ha-
XOJIKO TIPY PEHTIEHOJIOTUIECKOM MCCIIeIOBAHUN. Y MMAIIMEHTOB
C KIIMHUYECKUMU TIPOSIBIICHUSIMU OCHOBHBIMU TIPU3HAKaMU 3a-
0oJIeBaHUS SIBIISIIOTCSI MHOXKECTBEHHBIE TIEPEJIOMBI KOCTEM, CKO-
JINO3 WK APYTMe aHOMaJIUU TMO3BOHOYHMKA. DTU M3MEHEHUS
OOBIYHO TOSIBJISIIOTCSI B TO3[HEM JAETCTBE WU TOAPOCTKOBOM
Bo3pacte. Hanbosiee yacto mopaxaercss 6eapeHHasi KOCTb, HO
MOTYT BO3HHMKATh TIEPEJIOMBI JTI000I JUIMHHOM KOCTU U YT MO-
3BOHKOB. B 3pemom Bo3pacTe MOTYT pa3BUBATBhCS OCTEOAPTPUT
Ta300eIPEHHOTO CYCTaBa M MOSICHUIHBIN CKOJIMO3. Y TaKMX Ta-
LIMEHTOB HaOJII0AaeTCsl TeHEPAIM30BaHHBIN CKJIepO3, MPEeuMy-
LIECTBEHHO B 3aMbIKATEJbHbIX MJIACTUHAX TO3BOHKOB, KPBLIbSIX
MOAB3IOIIHON KOCTU U OCHOBAHMU yepera. B IIMHHBIX KOCTSIX
OIIPEAENISETCS IIATHUCTBINA CKIIEpO3 [16].

Aymocomno-peyeccusnviii OIIT (MHGAHTUIBHBIN, WIN 3710~
kauectBeHHBbIM, OI1T) mposiBisgeTCST ¢ MOMEHTa POXICHUS U,
€CJIM ero He JICYMTh, MOXKET MPUBECTU K CMEPTHU YK€ B ITEPBOM
necaTuyieTun XKu3Hu [8, 12]. ¥ 00abHBIX MOTYT HaOJII0aaThCs
Makpouedanus, ruapouedanusi, xapakrepusyroniasicsi mojaas-
JIeHWeM HOPMaJIbHOTO TOKa CITMHHOMO3TOBOM KUIKOCTU M aHO-
MaJIbHBIM pacIIMPEHNEM MO3TOBBIX JKEJTYTOYKOB C HAKOIIJICHUEM
CITMHHOMO3TOBOM XXUIKOCTH U ITOBBILIEHNEM BHYTPUUEPEITHOTO
nasiaeHust [17]. BeigaBisitoTes Takke 3K30(TaabM, KOcoriasue,
HMCTAarM, TUIePTEIOpU3M, aTpodus CeTYaTKH BILIOTh 10 PA3BUTHS
CJIETIOTHI.

[pyrue CUMIITOMBI BKIIIOYAIOT MOTEPIO CIIyXa, aHOMAaJIbHO
MaJICHBKYIO YeJIIOCTh (MUKPOTHATHS ), XpPOHUYECKOE BOCITAJICHUE
CIIM3UCTBIX 000JIOUEK HOca (PUHUT), TPYIHOCTU C IPUEMOM
MUILLIA W/YIH 3aEPKKY pocTa. Y HEKOTOPBIX OOJbHBIX OTMEYaeTCsI
3aJiepXKKa ICUXOMOTOPHOTO pa3BUTHs. Takke MOXET HaOI0AaThCs
3a/iepKKa pa3BUTUSI 3y00B WIM TsLKeblil kKapuec. Kpome Toro,
BCTPEYAIOTCST aHOMAJIbHOE YBEJIMUCHME TIEYSHU 1 CeJIe3eHKH (Te-
MMaTOCIIJICHOMETaJINsI ), aHOMaJIbHOE 3aTBEpACBaHNE HEKOTOPBIX
KOCTel (0CTeOCKIIepO3), TIePeSIOMBI, KaK IMPaBUJI0, pedep 1 ITH-
HBIX KOCTEi, BOCTaJleHUE MOSICHUYHBIX TTO3BOHKOB (OCTCOMUEITHUT),
MOBBIIIEHUE TIJIOTHOCTU KOCTEi 4yepena (TMIIEpOCTO3 yeperna),
MPpUBOJSIIEe K CAABICHUIO HEPBOB U MOBBIIIEHUIO BHYTpUYE-
PEITHOTO NaBJeHUs. Y TAIlMeHTOB MOTYT BO3HUKAaTh CYIOPOTH
M3-3a HU3KOTO YPOBHS KaJblIs B KpoBU. [1pu peIKMxX BapraHTax
3710KauecTBeHHOTO 1eTCKOro OITT MOTYT MOSIBAATHCS CUMITTOMBI
TSKEJION HelipojereHepauuu |3, 6, 18, 19].

VY yactu OOJibHBIE TakKKe BBISIBISIOTCS TOCAEACTBUS CO-
KpallleHUsT POCTPAHCTBA KOCTHOTO MO3Ta: BBIPaKEHHBIN Jie-
(buuuUT Beex TUIOB KJIETOK KPOBU (MAHIIMTOINEHUST), 00pa3oBaHUe
U pa3BUTHE KJIETOK KPOBM BHE KOCTHOTO MO3Ta, HalpuMmep B
ceJie3eHKe U TeYeHU (3KCTpaMeay/UISIpHBIM TeMOIT033), U T0-
SIBJICHUE MUEJOMIHOU TKaHU B KCTpaMenyUISIPHBIX y4acTKax
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(MuenougHas MeTariasusi). DTo CITOCOOHO MPUBECTU K YACTHIM
MHOEKIMSIM (MTHEBMOHUS M MH(MEKITMU MOYEBBIBOASIIIMX ITYTEi).
Y OOJIbHBIX TAKXKE MOXKET OTMEUYATHCSI AaHEMUSI M3-3a YMEHbBLIEHUST
MPOCTPAHCTBA KOCTHOTO MO3Ta M MOBBIIIEHHOTO pa3pyIIeHUs
SPUTPOITUTOB, CBSI3aHHOTO C yBeJIWUYeHUEM celie3eHKu. [ema-
TOJIOTUYECKUE TIPOSIBICHUST OOBIYHO MPEIIIeCTBYIOT HEBPOJIO-
ruyeckum [20].

Ilpomencymounsiit aymocomnuiii OI1'T imeeT 1MOO ayTOCOM-
HO-IIOMUHAHTHBII, MO0 ayTOCOMHO-PELIECCUBHBIII MEXaHU3M
HacjenoBaHusl. Ero mpu3HaKky CTaHOBSTCST 3aMETHBIMU B IETCTBE
¥ BKJTIOYAIOT TIOBBIIIIEHHBII PUCK TTEPEIOMOB KOCTE | M aHEMUHU.
Ilpu sToit popme Gone3HM, KaK MPABWIO, HET OMACHBIX IJIS
KW3HU aHOMaIUi KOCTHOTO Mo3ra. OmHako y HEKOTOPBIX
OOJIbHBIX HAOJTI0IAI0TCSI OTIOKEHUST KaIbLMS (KaTblM(pUKaLIN)
B FOJJOBHOM MO3T€, YMCTBEHHAsl OTCTAJIOCTh M MOYEUYHBIN Ka-
HaJIbLIEBBINA allM103.

X-cuennennwiit OI1T BcTpeuaercst penko. [Tomrmo aHomMaibHO
TUTOTHBIX KOCTEH, OH XapaKTepu3yeTCs OTEKOM, BBI3BAHHBIM
CKOITJICHUEM XUIKOCTU (TuMdeneMa), 1 aHTMIPOTUIECKOI K-
TOJlepMaJIbHOM AUCIIa3ueil, KOoTopasl MmopaxaeT KOXY, BOJIOCHI,
3yObl ¥ TOTOBBIE XKeJe3bl. Y MallMeHTOB TAaKXKe Pa3BUBACTCS UM-
MYHOAEMUIINT, YTO MPUBOANT K BOSHUKHOBEHUIO TSIKENBIX pe-
HUAUBUPYIOIIUX MHpeKUit. 11 0003HAYEHUSI 3TOrO COCTOSTHUST
yacTo ucnonb3yior adbopeBuatypy OL-EDA-ID (osteopetrosis,
lymphedema, anhidrotic ectodermal dysplasia, and immunodefi-
ciency) [21-23].

Jleuenne OIIT

B Hacrosiiiee BpeMsi OCHOBHBIM METOIOM JIEUEHUST ayTo-
COMHO-PEIIECCUBHOTO 3710KauecTBeHHOTO neTckoro OINT sBnsteTcs
TpaHCIUIAHTAIIMsI TEMOITO3TUYECKUX CTBOJIOBBIX KJIETOK [21, 24].
OHa no3BoJISIET BOCCTAHOBUTD pe30pO1rio KocTHOM TKaHu OKJI
JIOHOPCKOTO MpoucxoxneHus. it onpeaesieHus 1ejiecoodpas-
HOCTHU TPaHCIUIAHTAIIUU T€MOIMO3THUYECKMX CTBOJIOBBIX KJIETOK
HEeOoOXOIMMBI TeHEeTUIeCKUEe CCIIeIOBaHNSI, TOCKOJIbKY ITPU Ha-
JIMYUM OTIPEICICHHBIX CITeMMUIECKUX MyTalllii, 0COOEHHO B
reHe RANKL, TpaHCIUIaHTalMs HE MPUHECET MOJb3bl. Kpome
TOTO, Y BCeX IMalMeHTOB ¢ MyTrauusMu B reHe OSTMI u y
HEKOTOPBIX OOJIbHBIX C AByMsI MyTauusiMu B reHe CLCN7 pa3Bu-
BaeTcsl Mporpeccupylomas HeliponereHepanus, Mpu KOTOPOi
TPAHCIUIAHTALINST TEMOTIOATUIECKUX CTBOJIOBBIX KJIIETOK Headdek-
tuBHa [21, 25, 26]. IIpu nerkux dopmax OIIT BaxkHO B3BECUTH
PMCK ¥ TIPEUMYIIIECTBA TAKOTO JICUEHUSI, TTOCKOJIbKY TPaHCIIIaH-
Talusl FeMOMO3TUYECKUX CTBOJIOBBIX KJIETOK MOXET MPUBECTU K
OTTOPXKEHUIO, TSKEJTbIM MHGMEKLMSIM U OYEHBb BEICOKOMY YPOBHIO
KaJIbIIMsI B KPOBU, YTO COIPSIKEHO CO 3HAYUTETBHON CMEPTHOCTHIO
B TIepBBIN ToM. [T alineHTOB, KOTOPBIM He ToKa3aHa TpaHC-
TUTAHTAIUS TEMOITO3TUYECKUX CTBOJIOBBIX KJIETOK, MOXKHO pac-
CMOTPETh BOIPOC O Ha3HAYEHUU TITIOKOKOPTUKOMIOB, HO JIOKa-
3aTeJbCTB UX 3(P(HEKTUBHOCTU HEJOCTATOUHO.

IMponomkaercsa usyyeHue ucroiab3oBanus rnpu OIIT reH-
HO-WHXXEHEePHBIX OMOJIOTMYECKUX IPEerapaToB, 0COOCHHO Y Mma-
LIMEHTOB, y KOTOPBIX HEBO3MOXHA TPAHCIUTAHTAIIUSI TEMOTIOd-
TUYECKUX CTBOJIOBBIX KJICTOK MJIM HET MOIXOISIIIETO JOHOpa, HO
MOKa 3TO 3KCIepuMeHTalbHble padoThl [27—30]. IIpoBoasTcsa
TakkKe 3KCMEePUMEHTHI TI0 MCMOAb30BAHUIO IS JIEYSHUS] HEMH-
dantunbHoro OINT unHTepdepona y-1b. Cyns no pesynsratam
3TUX paboT, uHTEpdepoH Y-1b yayuniaer UMMyHHYIO (DYHKIIUIO
W YBEJIMYMBAET pe3opbuuio kocreit [31, 32].

[TpuBoIMM KIMHWYECKOE HAOMIOACHUE ayTOCOMHO-IOMU-
HaHTHoro OI1T, nnarHoCTUPOBAaHHOTO BO B3POCIOM BO3pacTe.
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Kaunuueckoe natarodenue

Ilayuenm B., 38 rem, obpamuics Kk peemamonoey 8 20po0cKyr
noauxaunuky Capancka 20.10.2020 ¢ scanrobamu Ha 6016 8 KUCMAX,
KOAEHHBIX CYCMABAx U NO36OHOYHUKE (NPeUMYUeCB8EHHO 8 2pYOHOM
omoene), CKOBAHHOCMb 6 CYCMABAX U NO360HOUHUKE 8 Nepeoil
nonosume OHsi.

U3 anamuesa: cuumaem ceos 60avHbiM ¢ 2014 2., Koeda énepsvie
nosguAUcs yKazanoie y%carodvl. Huxmo uz 6au3kux poocmeeHHUKoe
noxoxcum 3abonesanuem ne cmpadaem. Obujee cocmosHue ydogne-
meopumenvHoe. IlepKymopHo — ACHbIll 1€20UHbLIL 36YK NO 6ceM ne-
2OUHbIM NOAAM. AYCKYNbMAMUBHO — ObIXAHUE 8e3UKYAAPHOE, XPUNOB
nem. Yucno ovixanuii — 17 ¢ munymy. Ipanuys omnocumenshoi
cepdeunoil mynocmu e cmeujersl. Tonsl cepoya npueayuierst, pumm
NPABUABHDLIL, HUCAO CepOeUHbIX COKpaweHuil — 74 6 munymy. Apme-
puanvroe dasnrenue — 140/90 mm pm. cm. Kueom msexuii, 6e360-
ne3Hennblll. [leuenv e evicmynaem u3-nod kpas pedepHoil dyeu.
Tlepughepuueckux omexos nem. Iloza «<npocumens». Hanpsicerue
motuy, cnunst. [lpoba Tomaiiepa — 37 cm. [Ipoba Pabepa nonoxncu-
menvHas. Ceubamenvrvle KOHMPAKmMypvl A0KMe8wix cycmaeos. bo-
Ko06oe cocamue Kucmeli u cmon 6oaesnernoe. Cuna cocamus Kucmei

CHUMICEHA.

Ha penmeenoepamme masza om 20.10.2020 evisigaenvt ocmeo-
Aumu4ecKue mMemacmassl 8 KOCMAX masa u 0eOpeHHblX KOCmsix
(cm. pucyHoK).

Penmeenoepamma masa nayuenma B. Ocmeosumuueckue
Memacmasvl 8 KOCMAX masa u 6edpeHHbIX KOCMsX
X-ray of the pelvis of patient B. Osteolytic metastases in the pelvic
bones and femurs

Yemanoenen npedsapumenshviii duazhos: napaneonsacmuueckuii
cnoHounoapmpum (ocmeoaumu4eckie Memacmassl 8 KoCmsax masa
u bedpennbix Kocmsx). Pexomendoeana KoHcyabmauus oHKo0A02A;
Ha3HaueHvl HecmepouoHbvle NPOMUBOBOCNANUMENbHbIE NPeNnapambl —
HIIBII (npu 60au).

Ilocae koncynvmayuu onkonoea 29.10.2020 6viau nposedersi
caedyroujue uccaedo8aHusl.

Komnvromepnas momoepagpua (KT) epyonoii kaemku u weu
(6nympusenno egeden yaompasucm 370 me/100,0 ma): epyonas
Kaemka npaguavHou gopmot, cummempuynas. Ilpospaunocms na-
DEHXUMbL NeeKUX He USMEHEeHd, 04A208bIX U UHPDUABMPAMUBHBIX 00~
pazosanuil He evisieaero. bponxu I—I1I11 nopsdxa npoxodumot, He
deghopmuposanst. Kopru aeekux ne pacuiupenst, cmpykmyphol. Co-
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cyoucmulil pucyHoK neekux He uszmeHneH. CepoeyHO-cocyoucmolii
nyuok ne pacuiuper. Aopma, eereurvie cocydsi He uzmereHsl. Kynonsi
duagpaemvl degpopmuposanst cnatikamu. Cunycel dugghepenyu-
pytomea. Knemuamxa cpedocmenus He usmenena. Jlumgpamuueckue
Y36l cpedocmenus U nepugepureckue auMmpamuyecKue y3nvl He
yeeauueHsl. Bo ecex kocmHbix cmpykmypax — 8vipaiceHHblil oug-
hy3HbLil ocmeockaepo3 ¢ HapyuleHuem oughghepeHuuposKu eyomamozo
U KOMAAKMHORO Geu,ecmea KUCmoguoOHbIMU YHaACMKAMU, CUMAIOM
«KOCMb 8 KOCMU», CYJCeHUe KOCMHOMO03208020 KAHAAA NPAgol
naeuesgoil kocmu. Illumosudnas jceneza He yseauuena, 20M0o2eHHOU
CMpYKmypbl.

Saxaruenue: KT-npusnaxu OIIT (mpamopras 604e3ub).

KT oprownoti noaocmu u maio2o masa (6HympuseHHo 66edeH
yavmpasucm 370 me/100,0 ma): newerv 00bIuHO pacnonodiceHa, eep-
MmuKanvhblil pazmep npaeoil doau — 137,5 mm, neeoii doau — 77,1 mm,
eomoeennoi naomuocmu (KT-naomuocms napenxumor — 52,0—
63,0e0. H), konmypui pogubie, uemxue, pagHOMEPHO HAKANAUBAEM
Koumpacmuuwtii npenapam. Cocyoucmoiii pucyHox He uamereH. Bnym-
puneueHouHvle JceayHvle npomoku He pacuiupetsvi. Cocydsi 6opom
neuenu omuyemaugo ouggepenyupyromes. llapenxuma newenu 6e3
donoaHumenvHolx 006pasosanuil. Keaunulii ny3vips — 49,5x21,9 mm,
cmeHKa ynaomuena, He ymoauwena. Codepicumoe 00HOPOOHOe.
O6wuii scenunviii npomox He pacuiuper, 6,5 mm. Ilosoxcenue,
hopma u pazmepui ceneseHKU He U3MeHeHbl, ee CMPYKMYPa 20MOeHHAs!
(KT-naomnocms napeuxumor — 45,0—55,0 ed. H). Tunuuno Ha-
Kanaugaem konmpacmHoe eeujecmeo. Tloodxceaydounas scenesa He
Yeeauuena, ¢ 20MOEHHbIMU YeMKUMU KOHMYPAMU, 00Ab4AMOCb
CMPOEeHUS BbIPAJICEHA, NAPANAHKPeamu1eckas Kaemuamrka 6e3 ux-
Quabmpamuenvix usmeHeHul. Bupcyneoeé npomok He pacuiupen.
Ce0000Has Jcudkocmy 6 OprowHOl nosocmu He onpedensemcs. Hao-
NnoYeHHUKU 00bIMHO PACNOA0JICEHbL, NPABUALHOU OPMBL, C POBHBIMU
uemKumMu KoHmypamu, cmpykmypa ooHopooras. Ilouxu o6bi4HO
pacnoaodcenst, npasas nouka — 38,9x34,7x36,9 mm, nesas —
44,3x46, 1x66,5 mm, konmypot soanucmoie. CuHycHole KUcmol 00eux
nouex: cnpasa — 00 7,6x6,8 mm, caeea — 9,6x6,5 mm. [lapanegp-
panvHas kaemuamka He usmeHena. MouemoyHuku pacuiupersi Ha
6cem npomsidiceHul: npaguliit — 0o 27, 7x16,7 mm (6 nusicHeii mpemu),
s1e6blil — 00 45,9x20,8 mm. Aopma u HudICHAS NOAAS 6eHA He PACUIU-
penbl. 3abprowuntble aumgpamuyeckue y3avl He yeeauuensl. Ilped-
cmamenvHas xcene3a — 40,2x34,3x43,0 mm, cmpyKmypa comoeeHHas.
Mowue6oii ny3vipb myzo HAnoAHeH, CMEHKA He YMOAWeHd, CO0epiIcUMoe
20MO2eHHoe.

Bo ecex kocmubix cmpykmypax — evipasicenHulil Oughgy3uoiii
0CMeocKAepo3 ¢ HapyuieHuem OugpepeHUyuposKu 2youamozo u Kom-
nakmuoeo eeujecmea ¢ KucmoguoHvimu yuacmramu. Cumnmom
«KOCMb 8 KOCMU», CYJCeHUe KOCMHOMO03208020 KAHAAA OeOPeHHbIX
Kocmeil.

Saxarwuenue: KT-npuznaxu OIIT (mpamopras 6oae3Hs), eu-
nonaazuu obeux nouek, meeaypemep c¢ 00eux CMOPOH, CUHYCHble
Kucmul 06eux noyex.

KT 20106H020 Mmo32a (6HympugeHHo 66edeH YAbmpagucm
370 me/100,0 ma): na cepuu momoepamm NOAYHEHbl U300PANCEHUS
cy0- u cynpamenmopuansioix cmpyxmyp. CpedunHvle cmpyKmypbl
ne cmeujenst. CybapaxHoudanbHoe nPOCMpaHcmeo He pactuupeto.
111 ncenydouex pacnonaoscer cpedunHo, eeo wupura — 7,5 mm.
bokosvie sceaydouxu ob6biuHol popmbl, cummempuunvle (S=D),
pasmepbl ux Ha ypogne mea — 9,2 mm. IV xceaydouek, basanvHbie
yucmepHul 6e3 ocobennocmeil. uhpepenyuposka cepoco u 6e1020
eeulecmea omuemaugas. Y4acmkos namoaoeuteckoii NAomHoCmu
6 eujecmee 20108H020 M032a He 8viaeaeno. Ha nocmxonmpacmusix
cepusix y4acmKoe Namonoeu4ecKoeo HaAKonAeHusi KOHMpPAcmHO20
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npenapama ne obnapyxcerno. Ommeuaemces 006vi36ecmenenue cocy-
ducmuix cnaemeHuil 3a0HUX P0208 DOK0BLIX Jiceny00UK08, WUUUKO-
6uOH020 meaa, cepna. KopmukanvHoie 60po30bl 6U3yaAIU3UPYIOMCS
omuemaugo, pacuiupennl, yeaybnaenvl. Munoarunsl mMo3diceuxa Ha-
X00AmcA Ha YposHe 60Abu020 3amblaouH020 omeepcmus. OK0A0HO-
co8ble Nasyxu U sueliKu cocyeguoH020 OMpoCmKA pa3eumnbl HOPMAABbHO,
¢ yemKUMU KOHMypamu, nHeemamu3sauus ne usmernena. Codepaicumoe
anazHuy, 6e3 ocobennocmeli. [loduearocmuvle, uielinble aumgamuueckue
Y316l He ygeauueHvl. KocmHo-0ecmpyKmuGHbiX U3MeHeHUil Hem.
Onpedeasemcs 8vlpajicennviil OUPPY3HbLIL 0CMeocKaepo3 cex
KOCMHbIX CMPYKMYP.

3akaouenue: OGHHBIX, YKA3bIGAIOWUX HA 00BeMHOe 00pa308aHue
2010681020 Mo3ea, He noayyeno. KT-npusnaxu OIIT (mpamopnas
601€3Hb).

Koncyaomayus oukonoea om 29.10.2020 e.: onkonoeuueckoil
namono2uu He @biA6AeHO.

Tlosmopnas koncyssmayusi peesmamonoea om 7.12.2020: co-
XPAHAIOMCS NPedcHUe Hcanobbl.

U3 ambynamoproii kapmet. Obwuii ananu3s kposu om 08.09.2008:
Hb — 1312/a, 3p. — 4,5 -10"%/n, mp. — 290 -10°/n, 2. — 4,1 -10°/a,
CO2 — 9 mm/u. Obwuii anaaruz kpoeu om 24.05.2015: Hb —
1212/n, 9p. — 4,4-10%/a, mp. — 295 -10°/n, 2. — 4,2 -10°/2, COD —
8 mm/u. Obsexmusno: [loza «npocumens». Hanpsycenue moviuiy
cnunsl. Ilpoba Tomaiiepa — 37 cm. IIpo6a @abepa nosoxcumensvuas.
CeubamenvHble KoHmpakmypbl 10Kmegsix cycmagos. bokoeoe cocamue
Kucmeil u cmon 6oae3nennoe. Cuaa cocamusi KUcmeli CHUINCEHA.

O6wuii ananuz kposu om 03.12.2020: Hb — 123 ¢/a, ap. —
4,3 -10%/n, mp. — 280 -10°/n, 2. — 4,6 -10°/2, COD — 12 mm/u.
Oobwuit ananuz mouu om 03.12.2020: yoeavruiii eec — 1017, pH —
8,3, aetikoyumovt — 1—2 6 noae 3peHus, 3pumpoyumos, beixa Hem.
Buoxumuneckuii anarus kposu om 03.12.2020: ourupybur odusuii —
18,3 mxmonv/n, moueguna — 5,2 mmoav/n, caxap Kposu —
4, 1 mmonnv/n, 0buuii beaok — 68 2/n, acnapmamamurompancgepaza —
22 EJI, ananunamunompancgepaza — 19 EJI, weaounas ghocchamasa —
131 ENl/a, kucnas ¢ocgpamasza — 11,8 ME/a, ¢ubpunocen —
289 mmonsv/n, pocghop — 0,59 mmonv/n, K* — 1,6 mmons/n, Na+ —
134 mmonv/n, Ca** — 1,22 mmonv/n, CI- — 117 mmonv/a, kpeamur-
docgokunasza 6 npedenax HOpMbvl, MPONOHUHOBYLIL MECH OMPULUA-
menvHblil, napameomon — 43,6 mmons/n.

Kaunuueckuit ouaenos: OIIT (mpamopras 60ne3ub), 006poKka-
yecmeeHHoe meuerue (aymocomMHO-00MUHAHMHbBLI MUN).

Pekxomendosarno neuenue: npu 6oasx — HIIBII; noavnasa
20 me ympom; Kanvuyuii-/I; Huxomed 1 mabaemka 2 paza 6 denv. [lo-
Kazano ducnarceproe Habaro0eHue y peeMamonoed U 2emamonoea.

Oo6cyxnenne. KitmHUIecKre CMMIITOMBI 3a00JIeBaHMS y Ha-
IIeTO MalMeHTa MosIBWINCH B Bo3pacTe 32 JieT B Buje 60JIeBOTO
CUHIpOMa B CyCTaBaxX U MO3BOHOYHUKE, MX CKOBAaHHOCTU B
nepBoi mojoBuHe qHSI. OObEKTUBHO BBISIBIEHO TOJBKO TMOpa-
JKEHME OIMOPHO-ABUTATEIbHOTO amnmnapara ¢ GopMUpOBaHUEM
«TT03bI IPOCUTEJISI» U CTUOATETbHBIX KOHTPAKTYpP JTIOKTEBbIX CY-
CTaBOB, 0OJIE3HEHHOCTBIO TIPY CXKATWU KUCTEH U CTOII, HATIpsI-
JKEHUEM MBI CTUHBI ¥ HapylieHrneM (GyHKIIMY TTO3BOHOYHUKA.
TlepenomoB He ObL10. [IpoBoaunack guddepeHIMaTbHas T~
arHOCTHUKA C AHKWIO3UPYIOIIUM CIIOHAWJINTOM U TTapaHeoria-
CTUYECKUM CIIOHAMJIOAPTPUTOM. B abopaToOpHBIX aHalu3ax
BOCTAJIUTEIbHBIX U3MEHEHUI He oTMeueHo. OOpaliano Ha cedst
BHUMaHME TOJIHKO HE3HAYUTEJIbHOE CHIKEHUE YPOBHSI TeMO-
rmobuHa. [1py cpaBHeHUU OOIIUX aHATU30B KPOBH, BHITIOJN-
HEHHBIX B TIPEIbIMYIIME TOALI ¥ TTPU HACTOSIIIIEM OOpalleH!!,
OTPULIATENILHON AMHAMUKM HE TMPOCIeXUBatoch. M3meHenue
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IUIOTHOCTH KOCTEH OIpPENE/IsUIOCh IPU PEHTIEHOJOTUYECKUX
HCCIIEI0BAHMIX, KOTOPbIE ITPOBOIMINCH B CBS3U C IIOI03PEHUEM
Ha ipyroe 3a0oJieBaHie. YUUTBIBAs BCe MPOSIBIICHMST 3a00/1eBaHus,
OIMMCAHHBIN CJTydaii ObIJT paclicHeH KaK ayTOCOMHO-JIOMUHAHT-

Hblil BapuaHT OI1T.
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