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X-CLENNEHHbIA OCTEONOPO3/HECOBEPLUEHHbBI OCTEOTEHE3 BCJIEACTBUE @

MYTALWWN B TEHE PLS3: NEPBOE ONMNCAHUE B POCCUN

© E.O. MamepoBa*, E.C. CeHtowkmHa, C.A. BypakunHa, E.B. TapacoBsa, K.B. CmupHoB, PP. Canaxos, PU. XycanHoBa, K.E. benas

HL, PO OIbY «<HMWL, sHaokpuHonornm» Munsgpasa Poccmun, Mockea, Poccus

OcTeonopos, MaHNGECTUPYIOLW NI B AETCKOM BO3PacTe, a TakKe y MONOAbIX B3POC/bIX, NPeACTaBAAET CIIOKHOCTY AnA and-
depeHUManbHOM AUarHOCTUKA. Y MONOABIX SIIOAEN CAMOI YaCTON MPUYMHON NEPBUYHOIO OCTEONOPO3a ABSAETCA HECOBEP-
WeHHbIN ocTteoreHe3 (HO). B 2013 r. BnepBble Obiny onncaHbl 5 cemein ¢ X-cLensieHHbIM OCTEONOPO30M 1 OCTEONOPOTU-
YeCKMMIK nepenomamu, MaHVI(II)ECTVIpOBaBLIJVIMVI C AETCKOro Bo3pacTa, Y My>KUYMH, Y KOTOPbIX ObININ BbIBNEHbI NAaTOreHHble
BapuaHTbl B reHe PLS3. TeH PLS3 pacrnonoxeH Ha X-xpomocome (Xg23) u kogupyeT 6eoK nnactuH 3, ocHoBHasA QyHKUMA
KOTOPOro — CBA3bIBaHWE U FPYNNMpoBaH/e MosieKy F-akTHa — OCHOBHOFO KOMMOHEHTa LMTocKeneTa. B HacToALee Bpe-
MA B IUTEpaType ONUcaHo OKOMO 50 My>KUMH € 3TUM 3aboneBaHneMm.

B cTaTbe npencTtaBneHo onncaHme X-cuenneHHoro octeonopo3a/HO y AByx 6paTbeB, y KOTOPbIX MPY NPOBEAEHNN MONIEKY-
NAPHO-TEHETUYECKOTO NCCIefloBaHNA Oblv BbIABIEHbI FEMU3UTOTHbIE MyTauun B reHe PLS3 ((NM_005032.7) c.836_837dup
(p.His280Phefs*43)). Y 060ux 6paTbeB nepesiomMmbl Hayanm NPOVCXoanTb C AETCKOro BO3pacTa (KOCTV npeansieynii, a 'y ctap-
Wwero 6paTa TakXe Mepesiom nineyeBon KOCT U nepenom 60MbLIOro BepTena), a B nocneaytowem 6bian BbiABNEHbI MHO-
XKeCTBEeHHble KOMMPECCUOHHbIE Nepeniombl TeNl N03BOHKOB. HapyleHuin ocdopHo-KanbLmeBoro obmeHa y obomx bpatb-
€B BbIABJIEHO He 6blS10, MPY NPOBEAEHUN PEHTFEHOBCKOW AEHCUTOMETPUM BbIABEHO CHUXXEHWE MUHEpasnbHOW NAOTHOCTU
koctu (MIK). Y ctaplero 6paTa HayaTo JieyeHre TepunapaTMaom, MIagwnii 6paT HAXOAUTCA Ha NIeUYeHNN 30/1e4POHOBOW
KWCNOTOW, Ha 3TOM pOHe HOBbIX MepPesIoMOB 3a BpeMsA HabnogeHUA He OTMEYEHO.

O6a crnbca Nonyunnm JaHHbIN BapuaHT B reHe PLS3 oT MaTepw, Y KOTOPOI BapuaHT BbISIBIIEH B FETEPO3UTOTHOM COCTOSHUMN.
y MaTepn nauymeHToB ANarHOCTUpPOBaHbI nemequu?l rmnepnapatnpeos ¢ MHOXKeCTBEHHbIM MopaXxeHnem okoJiowntosmna-
HbIX >Kene3 1 TAXeNbin OCTEONOPO3 C ABYMA KOMMNPECCMOHHbIMIK NepesioMamMmun Ten ABYX rpyAHbIX MO3BOHKOB U BblpaXXe€HHbIM
cHukeHnem MIK B no3BoHKax. B Poccun cnyuam X-cuenneHHoro octeonopo3sa/HO BcneacTemne myTtaumii B reHe PLS3 paHee
He onucaHbl. Cylyyan NepBUYHOrO rMneprnapaTnpeosa y naumMeHToB ¢ MyTauuammn B PLS3 He onncaHbl B iuTepatype.

KJTKOYEBDIE CJTOBA: X-cLiennieHHbI 0CTEOMNOPO3; HECOBEPLLEHHbIN OCTeOreHes; NnactuH 3; PLS3; nepBuYHbIi rUneprapaTmpeos; Kim-
HUYECKNI cnyyan.

X-LINKED OSTEOPOROSIS/OSTEOGENESIS IMPERFECTA DUETO A PLS3 MUTATION:
THE FIRST DESCRIPTION IN RUSSIA
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The differential diagnosis of osteoporosis in children and young adults is a challenge. In young people, the most common
cause of primary osteoporosis is osteogenesis imperfecta (Ol). In 2013, 5 families with X-linked osteoporosis and osteoporot-
ic fractures manifesting in childhood were described for the first time in men who had pathogenic variants in the PLS3 gene.
The PLS3 gene is located on the X chromosome (Xg23) and encodes the protein plastin 3, the main function of which is to
bind and group F-actin molecules, the main component of the cytoskeleton. Currently, about 50 men with this disease have
been described in the literature.

In this article, two brothers with X-linked osteoporosis/Ol are described, in whom hemizygous mutations in the PLS3 gene
((NM_005032.7) c.836_837dup (p.His280Phefs*43) were detected. In both brothers, fractures have occurred since childhood
(forearm bones, and in the elder brother also a fracture of the humerus and a fracture of the greater trochanter), and later
multiple compression fractures of the vertebrae were detected. No disorders of mineral metabolism were detected in both
brothers, but bone mineral density (BMD) measured by DEXA was decreased. The elder brother is treated with teriparatide,
the younger brother is treated with zoledronic acid, and new fractures were not detected during a short follow-up.

Both brothers received this PLS3 variant from their mother, in whom it was heterozygous. She was diagnosed with primary
hyperparathyroidism with multiple parathyroid adenomas and severe osteoporosis with two thoracic vertebral compression
fractures and decrease in spinal BMD. In Russia, cases of X-linked osteoporosis/Ol due to mutations in the PLS3 gene have not
been previously described. Cases of primary hyperparathyroidism in patients with PLS3 mutations have not been described
in the literature.

KEYWORDS: X-linked osteoporosis; osteogenesis imperfecta; plastin 3; PLS3; primary hyperparathyroidism; case report.
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KIMHUYECKW CITYYAW

AKTYAJIbHOCTb

OcTeonopos, maHudecTUpyoLWmin B 4ETCKOM BO3pacTe,
a TakXKe y MonoAblX B3pOC/bX, NPeACTaBAAeT CIOXKHOCTU
ans auddepeHuymnanbHoin auarHoctuku. MNpu otcyTcTBUM
BbIAIBNIEHNA HapylweHun ¢ochopHO-KanbLMeBoro obmeHa
(runodocdateMuuecknii  paxut, NEPBUYHBIA TMnepnapa-
TMpeo3, rmnodocdartasva n Np.) N NPy UCKITIOUYEHUN MHO-
»KeCTBa BTOPWYHBIX MPUUYUH (XPOHNYECKUA 3aboneBaHus,
npuem neKkapcTBEHHbIX MpenapaToB) ANarHOCTUPYIOT nep-
BUYHbIN ocTeonopo3 [1]. Y monopabix Ntogen camon yactom
NPUYMHON NEPBUYHOrO OCTEOMNOpPO3a ABMAETCA HecoBep-
weHHbI ocTeoreHe3 (HO), a npu OTCYTCTBUMU BbIABNEHMA
reHeTUYeCKMX NPUYMH BbICTaBNAETCA AMArHo3 nguonatunye-
CKOTO 10BEHWIbHOTrO ocTeonoposa [2]. HO — 31o peHoTMnN-
UeCKM 1 reHeTMYeCKU reTeporeHHas rpynna 3abonesaHuii,
XapaKTEPU3YIOLAACA XPYMNKOCTbIO KOCTel, Aepopmauuamu
CKeneTa N CHUKEHMEM POCTa (B HEKOTOPbIX ciyyasx). K apy-
rMmM CMMMTOMaM, KoTopble BapbupytoT oT tuna HO, oTHo-
cATCA: ronybble cKnepbl, CHUXEHME CyXa, HECOBEPLLEHHbIN
[OeHTUHOreHe3, AbIxaTesibHas HeJOCTaTOYHOCTb, ANCHYHK-
uMA KnanaHoB cepaua, rmMnepmobuibHOCTb CycTaBoB [3, 4].
HO — opgHa 13 cambIx YacTbiX CKENETHbIX AUCMNA3uii, ero
pacnpocTpaHeHHOCTb cocTasnAeT 1 Ha 15 000-20 000 Ho-
BOpPOXAeHHbIX. 1o TMNy HacnepoBaHWA BbIOENAOT ayTo-
COMHO-AOMWHAHTHbIW, ayTOCOMHO-peLeccnBHbIN, X-cue-
nneHHbIn peyeccusHbin HO [3]. 3tnonorna HO npamo nnn
OonocpefoBaHHO accouumpoBaHa C KonnareHom | Tuna:
B 6onblunHcTBe cnyvaes (80-85%) 3aboneBaHue obycnos-
NEHO MyTaLUsAMU B reHax, Kogupyowumx anbda-1 n anbda-2
uenu konnareHa | Tuna (COLTAT, COL1A2) (HO I-IV tTnnos).
lopasgo pexe BcTpeuatotca gpyrme Tinbl HO (B HacToAWee
Bpemsa BbigensAT XXIII Tuna), 60NbWMHCTBO N3 KOTOPbIX
HacneayrTCA NoO ayTOCOMHO-PELIECCMBHOMY TUMY U UMEIOT
TAXenoe teueHne. MyTaumm B reHax, KOTopble nNpuBOaAT
K 3Tum Tnam HO, npMBOAAT K HapyLIeHUI0O MUHepanu3a-
uuu koctn (IFITM5, SERPINF1, HOV 1 VI TMnNoB), K OTCYTCTBUIO
KOMMOHEHTOB KOMMAEeKca Nponun-3-rufpoKCMnmpoBaHus,
1, COOTBETCTBEHHO, K HapyLUeHUo MoAndUKaLMIA KoareHa
(LEPRE1, CRTAPR, PPIB, HO VII, VIIl n IX TNOB), K HapyLleHWio
npoueccuHra, ¢onauHra 1 obpasoBaHUsA CBA3EN Mexay
mMoneKkynamm konnareHa (SERPINH1, FKBP10, PLOD2, BMP1,
KDELR2 HO X, XI, Xlll, XXI TunoB.), K HapylweHunio GyHKUMN
n gudpdepeHUnpoBKn octeobnactos (SP7, TMEM38B, WNTI,
CREB3L1, SPARC, MBTPS2, HO XII, X1V, XV, XVI, XVII, XVIII Tn-
nos), n HoBble Tunbl HO (TENT5A, MESD, CCDC134, PHLDBI1,
HO XIX, XX, XXIl, XXl Tunos) [3, 5-8].

B 2013 r. van Dijk n coaBT. onucanu 5 cemei ¢ X-cuensneH-
HbIM OCTEONOPO30M 1 OCTEONMOPOTUUYECKUMM Nepeniomamu,
MaHUPeCTMPOBaBLWNMM C [ETCKOro BO3PACTa, Y MYXKUMH,
Yy KOTOPbIX Gblfivi BbIABJIEHbI NAaTOre€HHblE BAPWAHTBI B reHe
PLS3 [9]. TeH PLS3 pacnonoxeH Ha X-xpomocome (Xg23),
coctouT 13 16 3K30HOB U KoampyeT 6enok nnactuH 3 [10].
OcHoBHasA GyHKUMM MnacTMHa 3 — CBA3bIBaHME U FPynnu-
poBaHune monekyn F-akTrHa (OCHOBHOW KOMMOHEHT LMTO-
cKeneta), MOSTOMY OH Y4YacCTBYeT B TeX »e npoLeccax, uto
1 F-akTuH (OBMXKeHWe KNeTKN, aaresvsa, AefeHne KNeTkn, sH-
[0UUTO3 1 Mp.), B TOM UMC/ie B MEXaHOCEHCOPHOW QyHKLUN
octeouutoB [10, 11]. Ecnu cpa3sy nocne OTKpbITUA Ciydau
BCNIeACTBME MyTauuii B PLS3 obo3Hauyanucb B nutepatype
Kak X-cuensieHHbI OCTeonopos3, TO B nocnegHee BpemsA
ctan ¢urypupoBatb TepmuH X-cuenneHHbin HO [12, 13],

XOTA 10 HacToALero BpemeHu 3aboneBaHuMe He BHECEHO
B kKnaccudukaumio HO.

B ctatbe npuBoanTCA onucaHmne X-CLEmnieHHOro ocre-
onopo3a/HO y aByx 6paTbeB, y KOTOPbLIX NPU NPOBELEHNM
MONEKYNAPHO-TEHETNYECKOTO MNCCefoBaHnA Obinn BblAB-
NeHbl reMU3NroTHble MyTauumy B reHe PLS3. 3Ta »ke myTaums
B reHe PLS3 B reTepo3MroTHOM COCTOAHMM BbIsIBJIEHa y MaTe-
PV NaLMeHTOB. Y Hee ANarHOCTMPOBaHbI MePBUYHbIN rvnep-
napaTupeos C MHOXeCTBEHHbIM MOpPaeHNem OKOJIOLUTO-
BUAHDIX XKeNie3 U TAXKesbll ocTeonopo3s. B Poccnn nogobHblie
cnydyan paHee He onmcaHbl. Ciyyan NepBUYHOrO runepna-
paTipeo3a y nauueHToB ¢ MyTaumamu B PLS3 He onucaHbl
B UTepaType.

OMUCAHUE CNYYAA

Maument K.U. Bnepsble rocnutanusmposaH B [HL
PO OIBY «HMUL sHpokpuHonorum» MwuH3gpaBa Poccun
B 2023 r. B Bo3pacTe 19 neT ¢ xanobamu Ha 6onu B BEpX-
Hen YacTu CNuHbI. M3 aHaMHe3a U3BeCTHO, YTo € 6 0o 13 neT
NpoVCXoanny MepesioMbl KOCTel npegnieunin ¢ obenx
CTOpOH. B 16 net npu nageHun c BbICOTbI COBCTBEHHOrO
poCTa MPOM30LAN MHOMXECTBEHHbIE KOMMPECCHOHHbIE ne-
penombl Ten no3BoHkoB (Th4-Thé, L1). MNpoBoagunacb KoH-
cepBaTuBHaA Tepanua (obesbonvBaHve, dusnoTepanus).
Mo JaHHbIM pPEeHTreHOBCKOW [AeHCUTOMETPUM OTMeYEHO
BbIPA’KEHHOE CHVKEHUE MUHEepPasibHOW MIOTHOCTM KOCTU
(MMK): B L1-L4 — -4,8 SD, B welike 6egpa — -3,9 SD, obwuin
nokasatesnb 6egpa — -4,2 SD no Z-kputepuio. HasHavanmcb
npenapatbl KanbLusa 1 Konekanbuudepona, ogHako crieu-
ndryeckoe neyeHre He NPOBOAUINIOCH. TaKKe B aHamHese
ob6palyano Ha cebsa BHUMaHVE Hanmurie BPOXKAEHHOTO FMMo-
TUPEeOo3a, N0 NOBOAY KOTOPOro NaumMeHT NPUHNMaN Tepanuio
NEBOTUPOKCMHOM HaTpuA. Kpome Toro, obpaluan BHUMaHWe
OTArOLLEHHbIV CEMEWHbI/ aHaMHe3: y cTapluero 6paTa oTme-
yanocb 6osee 10 NepesioMoB B aHaMHe3e.

Mpn o6cnegoBaHun: poct — 175 cm, Bec — 53 kr, UMT —
17,3 kr/m% KocTHbIXx pedopmauuii HeT, cKinepbl OObIYHOW
OKpacKu, NaTonornm 3y60B 1 CHKEHUS Clyxa HeT. [laHHble
nabopatopHoro obcnefoBaHUA NpefacTaBieHbl B Tabnuvue 1.
Mo peHTreHOBCKOW AEHCUTOMETPUU, BbIMOIHEHHON ambyna-
TOpHO, nokazatenu MIK cHuxeHbl: B L1-L4 — -4,5 SD, B wen-
ke 6egpa — -3,3 SD, obwumin nokasateno 6egpa — -3,6 SD
no Z-kputepuio. No MPT NO3BOHOYHMKA — KapTMHa KOHCO-
NNAMPOBAHHBIX KOMMPECCUOHHDBIX nepenomoB Ten Th4-Th8
MO3BOHKOB, HauasibHas KOMMpeccroHHas fedopmaums L1.
Bb110 NPUHATO peLueHre 0 HazHauYeHK Tepanum 3011e4pPOHO-
BOW KMCOTOW 5 Mr B/B KanenbHO B COMETaHUU C NpenapaTamu
Kanbumsa 500 mr/cyT u Konekanbuudepona 2000 ME/cyT. Yepes
rog OT Hayasa fleyeHnA No JaHHbIM PEHTTEHOBCKOW eHCUTO-
MeTpum oTMeueH npupoct MIK: B L1-L4 — c-4,5 SD po 4,2,
B wWelke 6egpa — c -3,3 go -2,6, oOWMIN NoKaszaTenb Ge-
apa — ¢ -3,6 0o - 2,6 no Z-kputepuio. 1o MmecTy »nTenbCcTBa
npoBefieHa MOBTOPHasA WHQY3UA 3051e4POHOBON KUCIOTHI
5 mr. B xoge nostopHom rocnutanunsauum yepes 1 rog 8 ML
PO OIBY «HMWL, sHpokpuHonorum» MwuH3gpaBa Poccnn
no MCKT no3BoHOYHUKA (purC. 1) BbIABNEHbI MPU3HAKN OBO-
AKOBOTHYTOWN 1 KNMHOBUAHOW Aedpopmauniy Tes no3BOHKOB
Th4-8 1l ctenenn; Th2, Th11-L2, L4-L4 | cTteneHun, oaHako
[OCTOBEPHO CPaBHWUTb AMHAMUKKY C Npefbigywumn mncce-
[JOBaHVAMN He MpPeAcTaBfAAnoCb BO3MOXHbIM. Pe3ynbrathl
nabopaTopHbIX MCCNefoBaHUI NpeacTaBieHbl B Tabnuue 1.
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Tabnuua 1. Pesynsratbl nabopatopHoro obcnefoBaHuna nauneHTa K.

PedepeHcHbIi

MNokasaTtenb, eanHNLbI N3SMepeHuna / Bospacr 19 net 20 net WHTepBan
Kanbuun obwmin, Mmonbs/n 2,43 2,42 2,15-2,55
AnbOyMUH, r/n 47 49,2 35-50
®ocdop, Mmonb/n 1,37 1,38 0,74-1,52
LUlenouHas ¢ocdatasa, Ea/n 204 45,0 40-150
KpeaTnHWH, MKMonb/n 70,9 774 63-110
Mnioko3a, Mmonb/n 4,58 4,6 3,1-6,1
OcTeoKanbLyH, HI/Mi 94,89 23,0 24-70
C-KoHUeBOW TenonenTua KonnareHa 1 tmna, Hr/mn 1,56 0,33 0,1-0,85
250HD, Hr/mn 28,3 34,4 >30
TTI, mEg/n 0,9 1,76 0,25-3,5
TecTOCTEPOH, HMOSB/N 19,7 27,7 11-28,2
MNponaktnH, MEg/n 287,7 415,8 66-436
MapaTtropmoH, nr/mn 33,16 28,73 15-35

PucyHok 1. MauneHTt KA. MCKT rpyaHOro 1 nOACHMYHOIO OTAEI0B MNO3BOHOYHMKA B CarMTTasibHOM NPOeKUUn. KOCTHBIN pexxum.
MHOeCTBEeHHbIE KOMNPECCUOHHbIE NePesioMbl TeNl MO3BOHKOB (CTPenKum).
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C yyeTom pa3BUTUA OCTEOMNOpPO3a B MOSIOAOM BO3pacTe, Ha-
NNYUNS OTATOLLEHHOTO CEMENHOro aHaMHe3a NauueHTy 6bi10
npoBeAeHO MOSIHOIK30MHOe cekBeHupoBaHue (BGI, Kutai),
no pesynbraTaM KOTOPOro BbifBIEHa AyNiMKauma ABYX Hy-
KneotmaoB B reHe PLS3, npuBogAwas K CABUTY PaMKU CYui-
TbIBaHNA 1 OOPA30OBaHUIO MPEXKAEBPEMEHHOIO CTOM-KOAO-
Ha — NM_005032.7(PLS3):c.836_837dup, p.His280Phefs*43.
o COBOKYMHOCTM NPU3HAKOB laHHbI BapyaHT OTHECEH K Be-
POATHO-NMATOreHHbIM.

Maument K.H. Bnepsble rocnutanusvposaH B [HL
PO OIBY «HMWLU sHpgokpuHonorum» MwuH3gpasa Poccun
B 2023 r. B Bo3pacTe 37 neT ¢ xanobamu Ha 60nu B NOACHN-
ue, 605nm B Nyye3anAaCcTHbIX M Ta306epeHHbIX CyCTaBaX, Mbl-
LIeYHyo cnabocTb. M3 aHamHe3a 13BeCTHO, UTo ¢ 10-NeTHero
BO3pacTa CTann NPOUCXOAUTb NepenoMbl KOCTEeN: NACTHOMN
KOCTW, MIOCHEBOMN KOCTK, JTyYeBbIX KOCTEN, XNPYPruyeckom
WeNKN MpaBoW MieyeBOn KOCTW, pebep, MHOXeCTBEHHbIE
KOMMpPeCCMOHHble nepesioMbl TeNl NO3BOHKOB. lNocnegHuin
nepenom — O6OMbLWOro BepTena crnpaBa — B Bo3pacTe
35 net. Torga e npoBefeHa OfHOKpaTHas nHy3na 3orne-
OPOHOBOW KNCAOTbI, @ Yepes 2 rofa — OAHOKPAaTHasA NHbeK-
uua geHocymaba 60 mr. TakxKe MaUMEeHT PerynsipHO NPUHK-
Man npenapartbl Kanbuua 500 mr/cyT un Konekanbundepona
2000 ME/cyT. Mo peHTreHOBCKOW OeHCUTOMETPUU, BbINOJI-
HeHHol ambynatopHo B 37 neT: B L1-L4 — -2,4 SD, B weii-
ke 6egpa — -2,3 SD, obwuin nokasatenb begpa — -2,6 SD
no Z-Kputepuio.

Mpu obcnegoBaHumM: poct — 182 cm, Bec — 82 Kr,
UMT — 24,8 kr/m% KocTHbix gedopmauuin HeT, cKknepsl
00ObIYHOW OKpacKu, NaTonormm 3y60B U CHUXEHUA cryxa
HeT. [laHHble nabopaTopHoro obcnefoBaHWA NpencTas-
neHbl B Tabnuue 2. Mo MCKT rpygHOro m MOACHUYHOIO
OTAE/I0B MO3BOHOYHMKA BbIIBNIEHbI MHOXXECTBEHHbIE KOM-
NPECCMOHHbIE MepenioMbl Tesl MO3BOHKOB, HayallbHble
JereHepaTvBHble WM3MEHEHUA TFPyAHOro U MOACHUYHOrO

Tabnuua 2. Pe3ynbtaTthl nabopatopHoro o6cnefoBaHusA nauveHTa K.H.

OTAEeNOB MO3BOHOYHMKA, HayanbHble NPU3HaKM apTpo3a
pebepHO-NO3BOHOUHbIX CYCTaBOB. S-06pa3Hbili  CKOMU-
03, HapyLeHne CTaTMKN FPyAHOro oTaena No3BOHOYHMKA.
C-06pa3HbIl CKONMMO3, HapyLleHMe CTaTUKU MOSCHUYHOrO
oTAena NO3BOHOYHMKA. [PbIXKK MeXNO3BOHKOBbIX ANCKOB
B cermeHTax L4-5, L5-S1. YunTbiBaa Hannume MHOXeCTBEH-
HbIX MepesioMoOB, B TOM UMUCNe KOMMPECCUOHHbIX nepe-
NTIOMOB TeNl MO3BOHKOB, PEKOMEHAOBAHO WHULUMPOBATb
aHabonuueckylo Tepanuio Tepunapatugom 20 MKr/cyT
B COYETAHUWN C MnpenapataMmy Kanbuumsa 1 Konekanbuude-
pona. C yueTom Hanmumsa ocTeonopo3a y miagwero 6pata
naumeHTa Tak»Ke NPoBeAEeHO MOJIHO3K30MHOE CEKBEHMPO-
BaHMe 1 BbIAAB/IEHA aHaNornyHaa gyninkaumna B reHe PLS3
NM_005032.7(PLS3):c.836_837dup, Kak 1y 6pata. Oba cnb-
ca MonyyYmMnun AaHHbI BapuaHT oT Matepu (puc. 2). Tak Kak
reH pacrnonoXeH Ha X XpOMOCOMe, y maTtepu cubCoB rn3me-
HEeHWe BbIABMIEHO B reTEPO3UTOTHOM COCTOAHUMN.

Mpu ob6cnepoBaHny Yepes 1 rog Ha GoHe NPOBOAUMON
Tepanuu y nauymeHTa K.H. no peHTreHOBCKOW AeHcuToMme-
Tpun B L1-L4 — -2,9 SD, B welike 6egpa — -2,5 SD, o6wui
nokasatenb 6egpa — -2,6 SD no Z-kputepuw. Tpabeky-
NAPHbBIN KOCTHbIN nHAekKc (TBS) — 1,396 (Hopma — 6onee
1,310). Mo MCKT rpygHoro n noaCHUYHOro OTAEeNI0B MO3BO-
HouHMKa (puc. 3): KT-npusHaky fBOAKOBOrHYTbIX U KIUHO-
BUAHbIX NnepenoMoB Ten no3soHkoB Th8-10 (lll cteneHb);
Th1, Th2, Th4, Th6, Th7, Th11 (Il ctenensb); Th3, Th5, L2, L5
(I cteneHb). KT-kapTrHa HaYyanbHbIX AereHepaTUBHbIX M3Me-
HEHWI rPyAHOro M NMOACHWYHOIO OTAENOB NO3BOHOYHKKA,
HayasibHbIX MPW3HAKOB apTpo3a pebepHO-NO3BOHOUYHbIX
CyCTaBOB, MPEUMYLLECTBEHHO Ha YPOBHE MOACHUYHOIO
otaena. Pe3ynbtaThl nabopaTopHoOro ob6cniefoBaHnA npea-
cTaBneHbl B Tabnuue 2. C y4eToM OTCYTCTBUA PA3BUTKA HO-
BbIX MepesioMOB, HECMOTPA Ha OTCyTCTBME AnHamnkm MK,
NPUHATO peLleHne NPOLOMKUTb Tepanmo TepunapaTuaom
ewe Ha 1 rog.

PedepeHcHbINn

Mokasatenb, eguHnLbI U3MepeHus / Bospacr 37 nert 38 ner MHTepBan
Kanbumin o6wwmii, MMosb/n 2,39 2,27 2,15-2,55
AnbOyMUH, r/n 47,7 45,5 35-50
®ocdop, mmonb/n 0,87 0,84 0,74-1,52
LenouHas pocdarasza, Ea/n 51 84 40-150
KpeaTnHWH, MKMOnb/n 66,5 60,8 63-110
Mnioko3a, Mmonb/n 4,55 4,9 3,1-6,1
OcTeoKanbUyH, HI/MN 8,87 20,6 24-70
C-KOoHUeBOW TenonenTua KonnareHa 1 tmna, Hr/mn 0,146 0,3 0,1-0,85
250HD, Hr/mn 36,4 28,3 >30
TTI, mEa/n 0,515 0,676 0,25-3,5
TectocTepoH, HMonb/n 18,9 - 11-28,2
MponaktnH, MEa/n 194,7 - 66-436
MapaTropmoH, nr/mn 45,99 - 15-35
Kanbumin B CyTOYHOM MOYeE, MMOJb/CYT 9,54 2,5-8,0

OcTeonopos v octeonatuu. 2025;28(2):19-28
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Matb nauymenToB — K.T. — 6bina o6cnegosaHa B MHL
PO OIBY «HMWUL sHpokpuHonorum» MwuH3sgpaBa Poc-
cum B 2025 1. B Bo3pacte 59 net. I3 aHamHe3a n3BeCTHO,
uyto B 2024 1. MO MeCTy »KUTeNbCTBa OblN BbIABNEH nep-
BUYHbI rUnepnapaTnpeos (MoBbllWEHNE MNapaTropmMoHa
no 147,2 nr/mn, Kanbuma obuero Ao 2,73 mmonb/n), 06-
pa3oBaHue MpaBoOW HUXHEN OKONMOWMUTOBUAHOW »Kenesbl
20,6x14,5x20 MM (pacnonokeHo UHTpaTMpeoungHo). Mpo-
BEOEHO XUPYPruyeckoe fieyeHne no MecCTy XKUTeNbCTBa,
no pesynbraTaM rMUCTONIOTNYECKOro uccnefoBaHMa —
afleHOMa OKOJIOWMTOBUAHOW »efe3bl, OQHAKO PeMMUCCcUn
3aboneBaHNa JOCTUIHYTO He 6Oblio. B geTtckom Bo3pacTte
ABaXAbl ObUIM NepesioMbl JlyuyeBbiX KOCTel, B BO3pac-
Te 52 neT — nepenom NeBOro rosIeHOCTONHOro CycTaBa
CO cMeLleHneMm. M3 conyTcTBytowmx 3aboneBaHnin — Hapy-
LEeHMEe TONepPaHTHOCTM K [OKO3e, apTepuanbHaa runep-
TEH3UA 2 CT., NepPBUYHbIAN FMNOTMPEO3 B MCXO4e NeBOCTO-
POHHEN remMmareHe3nmn WUTOBMUAHON Xene3bl.

Mpu obcnegoBaHun: poct — 162 cm, Bec — 100 Kr,
NMT=38,1 kr/m% KocTHbIX iepopmaLmin HeT, CKriepbl 0Obly-
HOW OKpacKW, MaTosfiorny 3y06OB M CHVKEHUA CJiyxa HeT.
[aHHble nabopaTopHoro o6ceqoBaHNA MPeACcTaBleHbl
B Tabnuue 3 — MO pe3ynbTatam MOATBEPXKAEHO OTCYT-
CTBME PEMUCCAN NEPBUYHOrO runepnapaTnpeosa nocne
onepaTBHOroO BMellaTenbCcTBa. o peHTreHorpadum rpya-
HOrO N MOACHMYHOIO OTAENOB MO3BOHOYHMKA BbISBIIEHDI
KOMMpeCCMoHHble nepenombl Ten Th12 (38%), Th10 (23%).
Mo peHTreHoBckoW peHcuTomeTpum B L1-L4 — -3,4 SD
no T-KpuTepuio, B Wwelike 6egpa — -2,5 SD, obwuin noka-
3aTenb 6egpa — -2,0 SD, B 33% nyueBon koctn — -3,0 SD
no T-kputepwuto. Mo Y3U nouek KOHKPEeMEHTbI He BbIABNEHDI.
Mo Y3U wntoBMAHOM 1N OKONOLWNTOBUAHDIX »KENEe3: 3Xorpa-
duryeckre NprsHaKku ageHoOMbl N1eBOI HUXKHEN OKONOLUTO-
BugHoM xenesbl 21x8x9 mm. MNaumeHTKe 3aniaHMpPOBaHO
nposeAeHne MOBTOPHOIO XMPYPruyeckoro jieyeHusa nep-
BMYHOrO runepnapatupeosa. lpyn aHanuse pesynbraToB
CEKBEHMPOBAHUA 3K30Ma MAaTOreHHbIX BAapPWMAHTOB B reHax
MEN1T v CDC73 He BbISIBNEHO.

OBCYXAEHUE

X-cuenneHHbili octeonopos/HO B 6ONbLIMHCTBE Chy-
YaeB MpPOABNAETCA Y My>KUMH. B HacToAwee Bpema B nu-
TepaType onvMcaHo OKOoNo 50 MyXUMH C MyTaLMAMMN B reHe
PLS3. B 2020 r. Hu u coaBT. 0606wunu gaHHble o 44 cny-
yasax (Bce — MyXKuuvHbl) M3 25 cemen, ony6NMKOBaHHbIX
B IMTepaType Ha TOT MOMeHT [12]. ABTOpbI Bbigenmnm cne-
Zyoume xapakTepHble KIMHMYeCKne 0CObeHHOCTU: y BCex
nauneHToB 6bia cHmkeHa MIMK, y 40 mn3 43 nauveHTOB
6blI  HU3KOTPABMATUYECKME Mepudepuyeckne nepeno-
Mbl, @ Y 33 13 42 — KOMMpPeCCMOHHbIe nepesioMmbl Ten no-
3BOHKOB. Bo3pacT Ha MOMEHT nepBOro nepenoma Bapbu-
poBan ot 2 go 33 nert. Jlnuesoi ancmopdrsm Habnoganca
B 5 cnyyasx. Y 60MblUMHCTBA NaLMEHTOB Oblfl HOPMasbHBbIN
pOCT. BHeckeneTHble MPOABAEHMA BCTPEYANINCH PEXe: ro-
nybble cknepbl y 7 YesioBeK, rmnepmMobnibHOCTb CyCTaBOB
y 7 YenoBekK, HeCoBepLUeHHbIN AeHTUHOreHe3 y 1 nauneHTa,
Y 2 naunMeHToB — «yTWUHasA» NOXoAKa. Takxe y 2 naymeHToB
6blna HEBPOJOrMyeckas CMMNTOMAaTUKA (3Nunencust n pac-
CTPOMCTBO ayTUCTUYECKOrO CMeKTpa COOTBETCTBEHHO) [12].
B nocnepgyowem B nutepaType OMMCaHO elle HECKObKO
cnyyaes [13-20], B KNMMHNYECKOWN KapTMHE, MOMUMO BblLLe-
NnepeyYncineHHoro, 6bi10 OTMEYEHO HanMuMe CKOMMO3a Kak
BO3MOXHOIO NposABneHns 3aboneBaHus [14] n OTKPbITbIN
apTepuanbHbIf NPOTOK [15].

QeHOTUN Yy KEHLWNH — reTepo3nUroTHbIX HOCUTEbHUL
naToreHHbIX BapuaHToB B PLS3 BapbupyeT OT HOpMaib-
HbIX Moka3atenen MIK po Taxenoro octeonopo3sa [10].
Tak, Kdmpe n coaBst. onncanu cnyyan 10-neTHen [eBOYKU
C MHOXXECTBEHHbIMM NepenomMamu, B TOM YMCe KOMMAPeCCcu-
OHHbIMK MepesioMmaMn TeSl MO3BOHKOB, BblPaXeHHbIM CHU-
»eHmem MIK n myTtauueni B PLS3 [21]. Takxe B nutepatype
OMKMCaHO eLlle HeCKOMNbKO ClyYyaeB TAXKENIoro 0CTeonoposa
C MHOXECTBEHHbIMW MepeioMaMm U KOMMPECCUOHHbIMU
nepesioMamyi Tefl NO3BOHKOB Y KEHWUH — HOCUTENbHUL
naToreHHbIXx BapuaHToB B PLS3 [9, 22-25]. BapbupoBaHue
deHOoTVINa Y XKEHLUMH MOXET OObACHATbCA MHAKTUBaLMeN

Tabnuua 3. Pe3ynstatbl nabopatopHoro obcnenoBaHna nauneHTky K.T.

MNokasaTtenb, eanHNLbI U3SMepeHuna / Bospacr 59 ner PedepeHcHbI nHTepBan
Kanbuun obwwmin, Mmonb/n 2,65 2,15-2,55
AnbbyMmuH, r/n 44,3 35-50
®ocdop, mmonb/n 0,92 0,74-1,52
LlenouHas pocdatasa, Ea/n 133 40-150
KpeaTnHWH, MKMOnb/n 64,7 63-110
[nioko3a, mmonb/n 59 3,1-6,1
OcTeoKanbLyH, HI/Mn 45,1 24-70
C-KoHUeBoOW TenonenTua KonnareHa 1 Tmna, Hr/mn 1,03 0,1-0,85
TTI, mEg/n 4,87 0,25-3,5
WHcynuHonopo6Hbin dpakTop pocTa 1, Hr/mn 144,6 17-238
MponaktnH, MEg/n 238,3 69-340
MapaTtropmoH, nr/mn 184,4 15-35
Kanbumin B CyTOYHOM MOYE, MMOSb/CYT 12,65 2,5-8,0
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X-XpOMOCOMbI C MYTaHTHbIM annenem WM usbexaHvem
MHaKTuBaumm X-xpomocombl (escaping X-inactivation)
C HOPMAnbHbIM annenemM, BCNeACTBME 4yero 3aborneBaHue
Y XEHLUVH He NPOABASAETCA UK NPOABAAETCA B MArKon Gop-
me [10]. Kpome Toro, 66110 NOKa3aHo, UTO Y KEHLMH — Fe-
TEPO3UroTHbIX HOCUTENbHUL, nonuMopdusma rs140121121
B reHe PLS3 6bina Bbille 4acToTa NepenomoB [9], u aBToOpbI
BbIABVIHYNIM MPELNOJIOKEHMNE O CBA3U MOAUMOPGM3MOB
B 3TOM reHe C OCTEOMNOPO30M B 00LLel nonynaumu. Y matepu
NaLMeHTOB BbIABNEH TAXKENbIA OCTEONOPO3 C BbIPAaXKEHHbIM
cHuxkeHnem MIK B NO3BOHOYHMKE 1 |ByMA KOMMPECCUOH-
HbIMX MepenoMamMmu Ten rpyaHbIX MO3BOHKOB. [eHe3 ocTeo-
noposa CMellaHHbIA (MocTMeHonay3a, rmnepnapaTtupeos),
O[HAKO HesNb3A UCKIIOYNTb 1 poNib MyTauum B PLS3.

Cpenu onmucaHHbIX MyTauuin B reHe PLS3 He BbiABNEHO
yacto BcTpevaowmxca (“hot-spot mutations”). B uenom,
GONbLUMHCTBO NMATOreHHbIX BapuaHToB B PLS3 — BapuaHThl,
NpUBOAALLME K CABUTY PaMKU CYMTbIBAHWA, I HOHCEHC-Ba-
pviaHTbl, NpuBogawme K gerpagaunn MPHK, nanee cnepy-
0T BapuaHTbl, HapyLlalowWwme MexaHn3M CriancuHra, Mmc-
CEHC-BapuaHTbl 1 Hebonblume nHcepuuun/geneuun [10, 12].
Wu 1 coaBT. NpOBeNM aHaNn3 reHoTUN-GpeHOTUMN Ha OCHOBA-
HUN VMEIOLUMXCA IUTEPATYPHbIX AaHHbIX M MPULWAN K Bbl-
BOAY, UYTO KOppEenAunm mMmexay TUNom mMyTaunnm N TAXeCTbio
3aboneBaHna OTCYTCTBYIOT [14]. BO3MOXHO, 3TO CBAi3aHO
C TEéM, YTO BCE TUMbl UBMEHEHWI MPUBOAAT K noTepe dyHK-
UM nnacTnHa 3.

B Hopme nnactuH 3 aKkcnpeccnpyeTca B CONMAHbBIX TKa-
HAX, @ N3MEHEHUA B ero 3KCrnpeccnn (Kak yBenmnyeHue, Tak
M CHUXeHWe) 3a[eCTBOBAHbl BO MHOIMX MaTONIOrMUecKmx
npoueccax. OTCyTCTBME/CHMXEHME 3SKCNpeccun nnacTu-
Ha 3 NPYBOAMT, Kak OblfO YKa3aHO Bbllle, K Pa3BUTMIO OCTe-
0rMopo3a, HO MeXaHW3M 3TOro MpoLecca A0 KOHLA HeACeH.
MnactH 3 B GONbLIOM KONNYECTBE MPUCYTCTBYET B [EH-
OpUTax OCTEOLMTOB, KOTOPble HE TOJIbKO BbIMOJSHAT Me-
XaHOCEHCOPHYI GYHKLMIO, HO U PErYyNUPYIOT aKTUBHOCTb
octeobnactoB 1 octeoknacTtos [11]. MyTaumm B PLS3 npu-
BOAAT K HapyLIEHMIO Nepefayn CMrHanoB B OCTEOLMUTaX, Ha-
PYLLUEHNMIO SKCMPECCUN FTEHOB B 3TUX KJIETKaX U K YCUJIEHUIO
ux anonTo3a. B page ciyyaeB 6bI10 OTMEUEHO CHIUXKEHKE
MUHEpPaNn3aunum KOCTHOM TKaHM U CHWKEHWE KONMMYeCTBa
octeobnactos [10]. YTo KacaeTca BAMAHMA Ha OCTEOKNACTbI,
B UCC/IeAOBAHNM in Vitro 6b1710 MOKa3aHo, YTo NAacTuH 3 B3a-
umopencTeyetr ¢ KomnoHeHTamn NFkB-curHanbHoOro nytu
(ocHoBHOro nyTW, yuacTBylowero B AnddepeHLMpoBKe
OCTEOK/ACTOB), M YTO OCTEOKIIACTbl MbILLE ¢ HOKayTom Pls3
06nafaloT MOBbLILEHHOW Pe30POLMOHHON CMOCOBHOCTBIO,
HEeCMOTPSA Ha TO, YTO MAAacTUH 3 BNMAET Ha obpa3oBaHMe
NMoJoCOM OCTEOKNACTOB [26]. Pe3ynbTaThl KOCTHOWM Guoncuu
60nbHbIX ¢ MyTauuamu PLS3 nokasanu, uto y HUX Habnopa-
€TCA YMeHbLUEHME KONMyecTBa Tpabekyn, MCTOHYEHUe Tpa-
6eKyr, YMEHbLIEHHOE KOJIMYECTBO OCTEOVAA U CHUXKEHUe
€ro MUHepann3saumnu, YTo CBUAETENbCTBYET O CHUKEHUN KO-
cTeobpasoBaHua [23, 27].

NommMmo ocTeonoposa, NnacTuH 3 3a4erCTBOBaH B pas-
BUTUM pAda APYIX NaTONOrMYeCKNX COCTOAHMI. [oBbILLEeH-
HaA 3KCNpeccua NacTMHa 3 OTMeYeHa B XOHApoLUMUTax naLm-
€HTOB C OcTeoapTpuToM. MNnacTuH 3 BoBNeYeH B naToreHes
paccnoeHua rpygHoro otaena aopTbl. [TpymeyatenbHa posib
nnacTHa 3 Mpu HeWpogereHepaTUBHbIX 3ab0NeBaHMAX
C NoBpexAeHNeM MOTOPHbIX HEMPOHOB (CMMHaNbHas Mbl-
WeYyHasa atpodus, aTakcusa), roe NoBblLEHUE ero 3KCrnpec-

CUKW Urpaet NpPoTeKkTMBHYI0 ponb [10, 11]. MucceHc-BapuaH-
Tbl B PLS3 6b1nvi onucaHbl npu X-CLEenieHHbIX BPOXAEHHbIX
AnadparmanbHbix rpbikax [28]. MnactmH 3 Takxke wrpaet
pOnb B MeTacTasupPOBaHNN CONMMAHbBIX OMYXOJeN, MOCKONbKY
AKTVMHOBBIN LUTOCKENET HeNMoCpeaCcTBEHHO YyUYacTByeT B MU-
rpaumv n UHBA3MM OMNYXOJIEBbIX KNETOK. TakK, NOBbIEHHasA
3KCNpeccna NIacTuHa 3 Obina BbiABIEHA B LIMPKYMPYIOLKX
OMyXOJieBbIX KNeTKax paka TOJICTOro KMLIEeYHMKA, paKa fer-
KUX, paka MOJTIOUYHOW »efe3bl 1 paKa »enygka u Asnanacb
NIOXMM MPOrHocTUYeckum npmsHakom [10, 11]. Cnyuyaes
NepBUYHOrO runepnapaTMpeonsa y nauMeHToB ¢ MyTauusamm
B PLS3 paHee onncaHo He 6blI0, OAHAKO B pamKax Hallemn
paboTbl caenatb BbIBOA O C/yYyaliHOM COYETaHWUM UMW Ha-
INYNN NPUYNHHO-CNEACTBEHHOM CBA3N He NpeacTaBnaeTca
BO3MOHbIM.

JleyeHrie ocTeonopo3a B LieNIOM HarnpagsyieHo 6o Ha Mno-
[aBneHne KOCTHOW pe3opbuun, 1nbo Ha yCuieHue Kocte-
0b6pa3oBaHus, a cneyuduyeckoe neveHme HO He paspabo-
TaHo. [laHHble 06 3P HEKTUBHOCTY TEX UNN UHBIX MPENAPATOB
npu X-cuenneHHom octeonopose/HO npeactaBneHbl B e4u-
HWYHbIX crydaax. B pabote van Dijk un coaBT. npakTnyeckm
BCE MauueHTbl nosiyyanu nedyeHune bucpocpoHatamm (namu-
[pOHaT, aneHApOoHaT, 3011eApPOHOBasA KUCNIOTa, pu3egpoHar),
npu 3Tom oTmevanca npupoct MIK, ogHako AaHHble o pas-
BUTUU HOBbIX NMEPENOMOB Ha pOHe fieueHus He yKa3saHbl [9].
B uccneposaHumn Fahiminiya 1 coaBT. 9-neTHWMi Manbuvk
nonyyan neyeHve aneHJpPOHATOM B TeYeHue 6 feT, Ha 3TOM
¢$OHe y Hero pasBuMIOCH TPU HOBbIX Mepenioma (6onblue-
6epLoBas KOCTb 1 Jly4eBble KOCTM), HO NMPY STOM OTMeYancs
npupoct MIMK no geHcutometpun. Ero 5-netHuin 6pat nony-
Yan aneHapoHaT B TeYEHUe 5 feT, Ha 3ToM GOHe pa3BUIUCH
nepesioMbl ManobepLIOBO 1 Jly4eBO KOCTEN, N Takxe OT-
Meuanca npupoct MIK [29]. B nccnegosaHmum Kampe n co-
aBT. IeBOYKa C OCTEONOpPO30OM 1 MyTaumen B PLS3 nonyyana
neyeHne 30/1e4pPOHOBON KUCOTOW C 6-neTHero Bo3pacTa
(mo3a paccunTbiBanacb no Becy) B TeueHue 40 mecaleB, Npu
3TOM oTMeuyanca npupoct MK 1 oTcyTcTBMe HOBbIX Mepesno-
MoB [21]. B paboTe van de Laarschot n coast. 6ucdocdoHartbl
NPUMEHANNCH Y ManbyrKa C 9-NneTHero Bo3pacrta B TeueHme
9 neT (NaMMAPOHAT BHYTPUBEHHO B TeYeHMne 7 fieT u puse-
LpOHaT nepopasbHO B TeueHue 2 net). Ha 3tom poHe otme-
yanca npupoct MIK, ogHako NponCXOAMAN MHOMeCTBEH-
Hble nepeniomMbl (NneyeBas KOCTb, KOCTW roneHu), a B 18 net
Mpov3oLen aTUMUYHbIN nepenoM 6eapa Kak OCNOXHEeHVe
anutenbHon Tepanuu 6ucpochoHatamm [30]. B uccnepo-
BaHuM Valimaki n3yvancsa oTBeT Ha neyeHne TeprnapaTmga
B TeueHMne 24 mecALeB Y 3 UEeHOB CeMbM C MyTauunen B PLS3.
Y BCex MauneHTOB ObIIO OTMEUYEHO MOBbBILLIEHVIE MAPKEPOB
KOCTHOro pemogenvposaHus, npupoct MINK B noacHn4YHOM
oTAesnie NO3BOHOUHMKA U 6efpeHHO KOCTU, OfHAKO OTMe-
yanocb cHumxeHne MIK B gncranbHOM oTgene ny4yeBoun Ko-
cTn. Mo gaHHbIM FCTOMOPQOMETPUUYECKOTO NCCNIEf0BaHUSA
npyu nposedeHny 6GroncMy Kpbla MOAB3AOLIHOW KOCTU
6blI0 OTMEUEHO YBeNIMYEHVEe MOBEPXHOCTU OCTeounaa, Npu
3TOM 06bem ocTeouza yBENNUUICA Y OFHOTO U YMEHbLUUJI-
cA y 2 6onbHbix. TonwyHa ocTeonaa yBenuumnacb y AByX
N yMmeHbLlIUIacb y ogHOro naumeHTa. o gaHHbIM MUKPOKT
KOCTHbIX 00pa3LoB, pe3ynbTaTbhl TakXKe MNPOTUBOPEUMBDI.
KocTHbIN 06bem yBENMUMICA B O4HOM CJTyYae U yMEHbLUWICA
B BYX, KONMYECTBO Tpabekyn yBennuniocb B O4HOM Cilyyae
M YMEHbLUUIIOCh B ABYX, TOMWMUHA TPabeKyn yBenuumnacb
B OZHOM CJlyyae 1 YMeHbLWIacb B ABYX (MpW 3TOM y ABYX
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U3 TPex NaumveHTOB OTMEYAINCh ANCKOPHAAHTHbIE pe3yrbTa-
Tbl — YBeJIMYEHVEe Yncna TPabeKyn 1 yMeHbLUIEHWE TONLWMHDI
B OLHOM CJlyyae, B IpYroM — YMEHbLUEHWE Ynicia Tpabekyn
N yBenmMuyeHne ux TonwmHbl) [25]. B uenom, ncnonb3oaHue
Tepunapatga OMNpaBAaHO Yy Takux OOJIbHbIX, MOCKONbKY
Y HMX CHVXXEH KOCTHbI 0OMEH, OfiHAKO BNUSET N1 Tepunapa-
TG Ha NOCNEeAYOLWMA PUCK NEPESIOMOB, OCTAETCA HEACHBIM.
Hu opnH 13 cyulecTByOLWMX BULOB IEYEHUA HE BO3LENCTBY-
eT HernocpeACTBEHHO Ha YPOBeHb nnacTuHa 3. B nccnepgosa-
Hun Kaifer 1 coaBT. MblLlwam CO CMUHANbHON MbILLIEYHOW aTPO-
¢duren eeogunm Pls3 ¢ NOMOLIbIO afeHOACCOLMMPOBAHHBIX
BMPYCHbIX BEKTOPOB, UTO YNyULLIano X BbiXKMBaemocTb [31].
Bo3smorkHo, B Oyayliem OyayT paspaboTaHbl HOBble MeTOAbI
C NPYIMEHEHVEM FEHHbIX U KNIETOUYHBIX TEXHOMOMIA AJ1A Neye-
HWA 3TOro 3aboneBaHus [32, 33].

3AKNIOYEHUE

X-cuenneHHbin octeonopo3/HO BcnepacTBue myTaumi
B reHe PLS3 — 3T0 KpaiiHe peakoe 3aboneBaHue, BO3HU-
Kawollee B OGONMBLIMHCTBE CIyYaeB Yy MYXKUMH M XapakTe-
pusyloweeca Hu3kon MIMK u HU3KOTpaBmaTU4eCcKnMmn ne-
penomamu, HauMHaWUMNCA C MOJIOZOro BoO3pacTa (Kak
nepudpepryeckMy, Tak U MHOXECTBEHHbIMY KOMMPeCCu-
OHHbIMM MepenomMamMu MO3BOHKOB). BHeckeneTHble NposAB-
neHwua, xapaktepHble ana HO, BcTpeuatoTca ropasfo pexe.
HecmoTpsa Ha To, 4To X-CUenneHHbI XapakTep HacnegoBa-
HWUA NpegnonaraeT Hainume 3a60NeBaHNA NPENUMYLLECTBEH-
HO Y My>KUVH, B INTepaType OnurcaHbl cjiyyan 3abonesaHus
Y KeHLWWMH. Kpome Toro, pag AaHHbIX YKa3blBaeT Ha TO, UTO
NAacTUH 3 MOXKET NrpaTh POJib B Pa3BUTUM OCTEOMNOPO3a Kak
TakoBoro. lNpumeyatenbHO, YTO NNAacTMH 3 3a4eNCTBOBaH
B Pa3BUTMM HEKOTOPbIX APYTMX NaTONOrMYeCKmX NpoLeccos,
B pAQe KOTOPbIX OH MrpaeT NPOTEKTMBHYIO POJib, a B page —
ABNAETCA HebnaronpuUATHbIM hakTOPOM.

MocpeAcTBOM KaKuUX MEXaHU3MOB HapylueHne QyHKLUN
nnacTuHa 3 NpMBOAUT K OCTEOMNOPO3Y, OCTAETCA HEACHbIM.
Cneundunueckoe neyeHme HO, B 4aCTHOCTX 3TOro MOATMNA,
He pa3paboTaHo. /I3 ony6/MKOBaHHbBIX KIIMHUYECKMX Cllyya-

€B MOXHO CieflaTb BbIBOJ, YTO UCMNO/b30BaHNe bucpocdo-
HaTOB conpsAXeHo ¢ nosbiweHem MIK no geHcuTomeTpuw,
HO He NPeAOoTBPALLAET PA3BUTME HU3KOTPABMATUYECKUX MNe-
penomos. JleueHne Tepunapatuaom NpeacTaBnseTca uene-
Cc006pasHbIM, C YYETOM HM3KOTO KOCTHOrO OOMEHa y TaKux
MauMeHTOB, OAHAKO OMUCAHHBIX C/lyYaeB HEMHOTO, U JaH-
Hble O BJIMAHUN HA KAyeCTBO KOCTHOW TKaHW MPOTMBOpe-
urBbl. B uenom, nsyuyeHune pepkux 3abosnieBaHUI CKeneTa,
NPOABAAIOLMXCA OCTEONOPO30M, CNOCOOCTBYET paclumpe-
HWIO MOHMMAHUSA O NPOLIECCaX KOCTHOIO PEMOAENMPOBAHUSA
1 6yfeT CnocobCcTBOBATL MOABMIEHVIO HOBbIX METOLOB Jieve-
HUA B byayLuem.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢puHaHcmpoBaHuA. PaboTta BbiNMosIHEHa B pamKax rocy-
[ApCTBEHHOrO 3afjaHnA «HoBble TEXHONOrMU ANArHOCTVKN 1 auddepeH-
LvasibHOM MarHOCTUKM NMePBUYHOTO U BTOPUYHOFO OCTEONOpPO3a Ha GoHe
SHIOKPVHONaTUiA 1 opdaHHbIX 3a6oneBaHnI ckeneta» N2 124020700097-8.

KoHpnuKT mHTepecoB. ABTOpbI AEKNapUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacToALWEN CTaTbM.

YuacTtmne aBropoB. Mameposa E.O. — nevawmin Bpay nauneHTos,
aHanu3 faHHbIX NMTepaTypbl, HamvMcaHue TekcTa cTaTby; CeHIOWKMHa
E.C. — nevawwii Bpay naumeHtoB K.M. n K.-H.; bypakuHa C.A. — npose-
[eHVe PeHTreHONorMYecknx MeTOA0B, HanncaHme TekcTa cTaTby; Tapaco-
Ba E.B. — nevawwin Bpay nauyuentkn K.T.; CMnpHoB K.B. — npoBepeHmne
MOJEKYNAPHO-TreHeTnYeckoro nccneposarus; Canaxos P.P. — 6uonHdop-
MaTMYeCKMIn aHanu3 AaHHblx; XycamHoBa PU. — 6rnounHdopmatuueckuia
aHanus faHHbIX, pefakTnpoBaHue ctatbu; benas K.E. — pegakTupoBaHue
cTaTbu.

Bce aBTOpbI 0Q06PVAM GMHaNbHYIO BEPCUIO CTaTby Nepen nybnvka-
Lven, Bbipasuniy corflacue HeCT OTBETCTBEHHOCTb 3a BCe acrneKTbl paboTbl,
rofipasymMeBaloLLyto HaAnexalliee n3yyeHve 1 peLleHre BONpPOCoB, CBA3aH-
HbIX C TOYHOCTbIO U AOBPOCOBECTHOCTbIO NOOO YacT PaboThI.

Cornacue nauymenTa. aymeHTbl fO6POBONBHO MofnNuUcann NHdop-
MUPOBaHHOE corfacMe Ha Mny6auKauuio rnepcoHanbHOW MeAVLVHCKOW
nHbopmaumm B obesnuueHHoln dopme B KypHane «OCTeonopos u octe-
onatum».
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