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BBEJAEHHUE

AKTYaJIbHOCTb.

[IepBuuHbIE ONYyXONMM KOCTEH CpPEAM BCEX HEOIUJIACTUYECKUX IOPAKEHUHN
BCTPEUAIOTCSL JOCTAaTOYHO peako. Yacrtora BBISIBICHHS JA00pPOKAYECTBEHHBIX
OMyXO0JIell KOCTEeH M OIMyXO0JIENOI00HBIX MOPAXXEHUM HEU3BECTHA, TaK KaK MHOTHE
U3 HUX MPOTEKAIOT KIMHUYECKH OECCUMIITOMHO, M YacTO SIBISIOTCSA CIIy4yalHOU
HaxOJKOM BO BpeMsi OOCIeJOBaHUSI MO TOBOJNY JAPYrUX MOPUUYUH (TPaBMBI,
MEpONPUSITUS 110 TUCIIAHCEPUIALINH U JIP.).

[Io pmamapiMm BO3 wacTtoTa perucrpanuy 3J10Ka4YE€CTBEHHBIX OIyXOJEr
kocrent cocraBuser 0,2% cpenn Bcex omyxoned. B CIIIA BwisiBasercsa no 2900
HOBBIX CJIy4aeB 3JIOKAUECTBEHHBIX KOCTHBIX OIMyXoJied B rof. s cpaBHeHUs pak
JIETKOro peructpupyercss ¢ dactoro 169500 ciydaeB B roa, pak MOJOYHOM
xene3bl 193700 B rox [15].

AHallM3 Halllero MaTrepuana MokKas3aj, YTO B CTPYKTYpe HEOIIaCTUYECKHUX
MopakeHUM KocTell y jaeTedl mpeobiiafaloT JO0OpPOKAUYECTBEHHBIE OMYyXOJIU U
omyxoyenoao0Hbie nopaxenus (56,47%), 3710KkaueCTBEHHBIE OMYXOJU COCTaBUIIU
37,31%. Ilpu »>TOoM, 3HauuTENbHAas YacCThb JOOPOKAYECTBEHHBIX OIMyXOJen
BCTpEUaeTcsl B paMKax pas3luyHbIX CcUHApOMOB (6,01%), cpeau KOTOPBIX
npeobiialaeT CHHAPOM MHOKECTBEHHBIX OCTEOXOHAPOM [6].

OTANYUTENHHON OCOOCHHOCTBIO JMATHOCTUKW M JIeueHHs 3a00JeBaHUM
KOCTEH (mpexne BCETO, OIyX0JI€ei) SIBIISIETCS HEOCTIOPUMOCTh
MYJIbTHAUCIMIUIMHApHOrO mnoaxona. OH 3akiodaercss B 00s3aTeIbHOM cOope
KIMHUYECKUX  JAHHBIX  (OKaJIOOBl  MallMeHTa, KJIMHUYECKHE  MPOSBICHUS
3a00neBaHusl), aJeKBAaTHOM HMHTEPHpPETAlMU JIaHHBIX Jy4eBOW JHUAarHOCTUKU U
MPT-uccnenoBanusi (eciv €CTh), pa3yMHOMY IJIAHUPOBAHUIO TAKTUKU OUOTICUU
OMyXOJHM, BHUMATEJIbHOW OlIEHKE MOP(OJOTHUUECKON KApTUHBI U  MpHU
HEOOXOJIUMOCTH, HCIOJIb30BAHUM  JPYTUX  METOJOB, HEOOXOAMMBIX  JIJis
(GbopMyJIHPOBKY AMAarHo3a (TUCTOXUMUS, UMMYHOTUCTOXUMHUS, ITUTOTC€HETUYECKOE

UCClieIOBaHNE, CEKBEHUPOBAHUE U . ).
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B OonpmmHcTBE ciiyyaeB, kajgoObl MAlMEHTOB C OMYXOJSAMH KOCTEH
ONHOTUMHBI U HE OTIMYAIOTCA CNeU(UUHOCTbIO (OOJEBbIE OIIYIIECHUS, PEexKe
yBelUueHHEe o0bemMa B MecTe mnopaxeHus). [loaTomMy, OJHMM U3 MPOCTHIX,
JEMIEBBIX, JOCTYIHBIX U HAJEKHBIX METOAOB JUATrHOCTUKU MO HACTOSIIEE BPEMS
OCTAaeTCsl PEHTI€HOBCKHI CHUMOK, BBIIIOJHEHHBIM B JABYX Ipoekuuax. [Ipu 3tom
TOJBKO HEOOJIBIIOE KOJIMYECTBO MEPBUYHBIX HEOIUIACTUUECKUX MOPAKEHUN KOCTEH
MOTYT OBITh BBISIBICHBl TpPHU JIONOTHUTEIbHOM wucnonb3oBanun KT u MPT-
uccienoBanus [ 108].

OmHoil U3 0COOEHHOCTEH HEOIUIACTUYECKUX MPOILIECCOB B KOCTHOM TKaHU
ABJISICTCS. MNPUCYTCTBUE B OYAre MOPa)XKEHHSI TUTAHTCKUX MHOTOSIIEPHBIX KIIETOK
(OCcTeoKIacTOB), Y4YacTBYIOUIMX B MPOIECCaX pPe30opOIUU U PEMOJCIUPOBAHUU
KOCTHOU TKaHu. OOHapyKeHHEe JaHHBIX KJIETOK MPU Pa3IMYHBIX OMYXOJIIX KOCTEH
B pAJie CIIy4aeB 3HAUMUTENBHO 3aTpyJHAET MudepeHInanbHyl0 TUAarHOCTUKY U
MPUBOJUT K OOJIBIIOMY KOJMYECTBY JTUATHOCTUYECKUX OUIMOOK, KOTOpPHIE, B CBOIO

o4cpcab BCAYT K BBI60py HCBCpHOP’I TAaKTHUKHU JICUCHUA TaKUX ITAITUCHTOB.

Leas ucciaegoBanmsi: pa3paboTaTb HOBbIE MOP()OIOTHUECKHE KPUTEPUU
mudepeHnanbHON TUarHOCTUKY TUTaHTOKJIETOUHbIX nopaxkenuil kocren (I'KII)

y I[GTCfI Ha OCHOBC COBPCMCHHLIX MCTOA0B NCCICAOBAHMA.

3anaum uccjieJ0BaAHNS:

1. TlpoananusupoBath Mopdogorudeckue ocoOeHHoCcTH paznudHbix ['KII
KOCTEHN y JETEH.

2. Tlokazates Mopdonornueckne, UMMYHO(DEHOTUMUYECKUE W TEHETUYECKUE
pazmuuust ['KIT xocreit y gereét (I'KO, HI'KT, AKK, Xb, M®JI/HOD,
ruranToksaeTounoro Bapuanta KO u I'KII B pamkax cMHAPOMOB) Ha OCHOBE
COOCTBEHHBIX HAOIIOICHUM.

3. BBISIBUTH KOPpETSALMIO TUCTOJIOTHYECKOTO BapUaHTa CTPOEHUS OIYXOJIU, €€

nmmyHodenotuna (G34W u K36M), nanubix cekBeHupoBanus no CeHrepy,
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nuroreHeTnueckux MetosioB (USP6), peHTreHONIOrn4eckux 0COOEHHOCTEH,
KJIIMHUKU U T€UEHHs 3a00J1€BaHMs HA OCHOBE COOCTBEHHBIX HAOIIOICHUM.
4. Pa3paboTaTh HOBblE MH()OPMATUBHBIE KPUTEPUU B JUATHOCTUKE PA3IIMUHBIX

BapuaHToB [ KII kocreit y nereit.

HayyHast HOBM3HA.

Hcnons3ysi MEXIUCHUIUIMHAPHBIN IMOJIX0J, BIEPBbIE OBLIM pa3pabOTaHbI
HOBble Mop(donoruueckue kputepuu nuarnoctuku ['KII kocteit y nereid. beuio
MOKAa3aHO, YTO TUTAHTCKUE MHOTOSAIEPHBIE KIIETKU HE SABJISIOTCS KIETKMU OITYXOJIU
npu ['KII y nereit, HECMOTpPSL HA TO YTO UX MPUCYTCTBUE 3HAUYUTENBHO 3aTPYAHAECT
mudpepeHnanbHy0 TUarHOCTHUKY .

BnepBbie ObUIO MOKa3aHO, YTO HECMOTPSI Ha CXOXkue Mopdoiaornueckue
xapakrepuctuku, ['KII kocteil y gereid UMEIT HE TOJBKO YETKHE KIMHHYECKHE,
MOpGOIOTUYECKUE W HMMYHO(DEHOTUIIMYECKHE, HO TaKXKe M TEeHETHUYECKHUe
paznuuus. B pe3ynbrare  [HaHHOTO  UCCIENOBaHMS  ObUT  MPEJCTaBIICH
mudpepeHnanbHO-TMarHOCTUYECKU ~ aITOPUTM, KOTOPBIM MOXKET IIHPOKO
MIPUMEHSTHCA B MPAKTUYECKON pabOTe MaToJIOroaHaTOMOB, OPTONE0B, XUPYPIOB,

OHKOJIOI'OB 1 PCHTTCHOJIOI'OB.

Teopernyeckass M NPAKTHYECKAA 3HAYUMOCTb.

[TonyueHnnsie B paboTe JaHHBIE 3HAUUTENIBHO YIUIYOJISIOT GyHAaMEHTAbHbIC
npencrasienus o I'KII kocreit y nereil.

Pazpaboranst npunnunel guarHoctuku [KIT kocreir y nmereit s

MaToJIOr0aHaToOMOB, OPTOIICAOB, XUPYPTOB, OHKOJIOI'OB U PCHTICHOJIOT'OB.

MeTon010rus1 1 METOAbI JUCCEPTALMOHHOI0 MCCJICIOBAHUS.

[Ipn BBITIOJTHEHNH IUCCEPTALIOHHOTO HCCIIETOBAHUS ObLIH
IIpoaHaIu3upoBaHbl 997 ciaydaeB OmMyxosie KOCTEM Yy [JETEeW, IIpU ITOM,
MOPAKEHUS, COAEPKAIUE TUTAHTCKUE MHOTOSIEPHBIE KJIETKU ObUIM BBUIECJIEHBI B

oTIenbHyl0, HaumeHee usyuyeHHyto rpynmy ['KIT (I'KO, HI'KI, AKK, XB,
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M®/I/HO®, rurantokierounsii Bapuant KO, xepyBusm u cungpom Adde-
Kamnanauu). IlomumMo  TmiatenbHOoro  aHaiausza  MOPQOJOTHYECKUX U
uMMyHopeHoTunnaeckux ocooennocreid I'KII kocrell y nerei, 1y MOHUMaHUS UX
CYTH OBLITM MPOaHATU3UPOBAHBI KIMHUYECKHUE TaHHBIE (BO3PACT, MOJI, JOKaIu3aIus
MOpakeHUs1), JaHHbIE HHCTPYMEHTAIBHOW JUArHOCTUKU (PEHTI€HOBCKUE CHUMKH,
KT/MPT-uccnenosanusi), a Takke MNpOBEACHbI CeKBeHUpoBaHuEe 1Mo CeHrepy u
FISH-uccnenoBanue, 4To OTpaxaeT METOJOJIOTHIO TUCCEPTAIIMOHHON paOOTHI.
[Ipy BBIMNOJHEHUM JUCCEPTAIIMOHHOTO HCCIEIOBAHUS  MPUMEHSIIUCH
CIIEYIOIINE METOMBI:
1. Ananu3 knauHUYecKoW uHQPoOpMaluu (BO3pacT, IOJ, JOKaIu3alus
MOPaXKEHUS).
2. ComocTtaBiieHHEe C  JJaHHBIMM  HMHCTPYMEHTAJIbHOM  JIHArHOCTUKHU
(penrrenoBckue cHuMku, KT/MPT-uccienoBanue, npu HaaIu4yum).
3. T'ucronoruueckoe uccieaoBaHue (reMaTOKCHIMH U 03UH).
4. Nmmynorucroxumuueckoe ucciuenoanue (G34W u K36M).
5. CexBenupoBanue 1o Cenrepy (uccienoanue myrauuid reHoB H3F3A u
H3F3B).
6. FISH-uccnenosanue (mouck nepectpoiiku rena USPO).

7. Tloctpoenne audpepeHnaIbHO-IUarHOCTHIECKOTO aJIfTOPUTMA.

JIN4YHBINA BKJIAJ COUCKATEJIA.

Bce cnywyam omyxoineit kocteil y nerel ObuiM MpoaHATU3UPOBAHBI JIMYHO
couckareneM Ha 0a3e matonoroaHatomuueckoro otaeneHus PJAKb ®I'bOY BO
PHUMY wum. H.U. IluporoBa MunzapaBa Poccuu (aHanu3 KIMHUYECKOU
uHpopMaIu, JaHHBIE JTYy4Ye€BOW JMArHOCTHKU, TMCTOJIOTUYECKOE HCCIEAOBaHUE
(H&E), ummynorucroxumuueckoe uccienoanue (G34W u K36M), noaroroska
marepuana gis FISH-uccnenoBannss u  cekBeHupoBanusi 1o  CeHrepy,
CKaHUPOBAHUE TOTOBBIX MHKpOIpenapaToB, o0pabOTka M aHalU3 TMOJYyYEHHBIX

pEe3yIbTaTOB).
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IHon0:xeHus1, BLIHOCUMBbIE HA 3ALIUTY:

l. cnonp30BaHNE B NPAKTUKE MATOJIOTOAHATOMOB MEXKIUCIUILUIMHAPHOIO
noaxona B nauarHocthke ['KII kocrell y neredl (aHanmu3 KIMHUYECKOH
uHpopMaluu,  paauoJIOTMYECKUX  JIAHHBIX W COIMOCTaBIIEHHE  C
MOP(OIOTUYECKON KapTUHOW) 3HAYUTEIBHO TMOBBIIMIAET JOCTOBEPHOCTD
JIMarHo3a.

2. HecmoTpst Ha HU3KYIO MOP(DOTOTHUECKYIO reTeporeHHOCTh pazianuHbix ['KII
y JeTed, MNPUCYTCTBYIOT MOP(OIOTUYECKUE MPU3HAKH, OIMPEEISIONIe
HO30JIOTUYECKYI0 (hopMy.

3. 'KIT «xocre#t y gereir (I'KO, HI'KI, AKK, Xb, MO®OI/HOD,
ruranTokiaeTounslii Bapuant KO u I'KIl B pamkax CHHAPOMOB) HUMEIOT
MMMYHO(DEHOTUITUYECKUE U TCHETUUECKUE Pa3THYIHSL.

4. Tlpennoxkensl Haubomee dSPGEKTHUBHBIE KPUTEPUHM B  JUATHOCTHKE

pasnuunbix BapuanToB ['KII koctelt y nerei.

CreneHb 10CTOBEPHOCTH Pe3yJibTATOB.

Jnss  DOCTMXKEHUST JOCTOBEPHOCTH PE3yJbTAaTOB MPU  KAXKIOM BHUJE
HCCIIEIOBAaHUM (ructoyoruueckoe HCCIIEIOBAHNUE, MMMYHOTHUCTOXUMHUS,
cekBeHupoBanne 1o Cenrepy u  FISH) crporo  mpuaepxuBaiuch
COOTBETCTBYIOIIMX TMPOTOKOJIOB H PEKOMEHIALMI, a TakKe [MPUMEHSIN

MOJIOKUTEIbHBIN U OTpI/II_[aTCJIBHblﬁ KOHTPOJIb.

Anpobanus pe3yJbTaToB padoThl.

Marepuansl guccepraniid OBIIM TMPEACTaBICHBI Ha 10" Asia Pacific
Musculoskeletal Tumor Society (APMSTS) Meeting. 9-11 Apr. 2014. Melbourne,
Australia, 26" European Congress of Pathology, London, 2014, P. S196, 27t
Annual Meeting of the European Musculo-Skeletal Oncology Society
(EXM.S.0.S.). May 21-23, 2014 — Vienna, Austria, 28th Annual Meeting of the
European Musculo-Skeletal Oncology Society. 29 April — 1 May, 2015, Athens,
Greece, The International Skeletal Society Meeting 2015, Grand Wailea — A
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Waldorf Astoria Resort Maui, Hawaii, USA, The International Skeletal Society
Meeting 2016, Paris, France, The International Skeletal Society Meeting 2017,
New York, USA. Marepuanbl auccepTaiuy HUCHOIb30BAINCH MPU MPOBEICHUU
IIKOJI-CEMUHAPOB MO IUATHOCTUKE U JICUEHUIO OMyXOJel KOCTEN U MATKUX TKaHEH
B Cankrt-IletepOypre 16-17 ¢eBpans 2017 roga, B Yebokcapax 29-30 mas 2017
roga, B MockBe 6-7 oktsa0ps 2017 rona, B Kpacuogape 3-4 nosi6ps 2017 rona, B
Tromenu 18-19 auBaps 2018 rona.

Pe3ynbTaThl pa®oThl mpolLIM amnpodaiuio Ha Kadeape MNaToJIOrHYecKou
AHATOMUU U KJIMHUYECKOM MATOJOTUYECKOM aHaTOMHUM Je4eOHOro (QakyiapTera
denepaibHOTO TOCYAAPCTBEHHOTIO OIOKETHOTO O0pPa30BATEIBHOTO YUPEKIACHUS
BBICIIETO 00pa3zoBaHus «POCCHHCKOrO HAIMOHAIBHOTO HCCIIEI0BATEIbCKOTO
MenuuuHckoro yHusepcutera umenu H.M. Iluporoa» MunsgpaBa Poccum 28

mapra 2018 roaa.

BHeapeHnue pe3yjibTaTOB UCCJICIOBAHUS B IPAKTHKY.

Pe3ynbTaThl ucciaeqoBaHUS TPUMEHSIOTCS B IMPAKTUYECKOW padoTe mpu
HCCIIEIOBAHUM OIYyXOJIEN KOCTEW Yy NIETEH B MAaTOJIOrOAaHATOMHYECKOM OTIAECICHHU
Poccuiickoit nerckoil kauHUYecko 0onpHUIBl DeepaabHOro rocy1apCTBEHHOTO
OI0JIKETHOrO ~ 00pa30BaTENBLHOIO  YUPEXKJEHHUS  BBICIIETO  OOpa3oBaHUs
«Poccuniickoro HAIlMOHAJILHOTO HCCIIEI0BATEIBCKOTO MEIUIUHCKOTO
yHuBepcureta  umenun — H.U. [Tuporosa» MunsgpaBa  Poccun, B
MaToJIOrOAaHATOMUYECKOM  oTheneHun  deaepanbHOro  rocyaapCTBEHHOIO
Oro/KeTHOro yupexaenus «HanuoHanbHBI MEIUIIMHCKUNM HCCIEeI0BATEIbKUN
LEHTP JETCKOM T'€MATOJIOTUH, OHKOJIOTMH W uUMMyHosiorun um. [[. PoraueBan
MunznpaBa Poccun, a Takke HCHOIB3YIOTCS B MPOLECCE JIEKIMOHHOTO H
MPAKTUYECKOro OOy4YEeHUs CTYJIEHTOB 3 Kypca, HHTEPHOB, OPJIMHATOPOB U
cTaxepoB Kadeaphl NaTOJIOTMYECKOM aHATOMUU U KIMHUYECKOW MaTOJIOrMYeCKOn
aHaroMuu JieueOHoro gakynprera dOenepanbHOro rocyapCcTBEHHOTO OIOIKETHOTO

00pa3oBaTEIBLHOIO  YUPEXKJIECHHS  BbIcuiero  oOpa3zoBanusi  «Poccuiickoro
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HallMOHAJIbHOT'O0 MCCICA0BATCIBCKOIO0O MCAUIIMHCKOIO0O YHHUBCPCHUTCTA MMCHU H.1.

[Tuporosa» Munsznpasa Poccum.

IIy6aukanuu mo Teme JUCCEPTALMH.
[Io Teme nmuccepranuu ObLIO ONMyONHKOBaHO 19 meuaTHbIX paboOT, B TOM

yucie 10 u3 HuX B U3JaHUAX, peKOMEHI0BaHHbIX BAK.

O0beM u CTPYKTYpa TUCCEPTALIUM.

JuccepTanusi COCTOUT M3 TPEX OCHOBHBIX YACTEW — BBEJCHHS, OCHOBHOU
YacCTHU U 3aKIIOUYCHHUS.

BBenenne coctour H3 aKTYallbHOCTH, (POPMYJIUPOBKM €AMW U 3ajaad
UCCIIEIOBAHUSI, HAYYHON HOBU3HBI M 3HAUMMOCTHU Pa0OThI, @ TAKKE U3 MOJOKEHUN
BBIHOCHMBIX Ha 3allUTy, CTENEHU JOCTOBEPHOCTH pE3YyJIbTATOB, amnpodanuu u
BHEJIPEHUS PE3yIbTAaTOB, yKa3aHHEM Ha KOJIUYECTBO OMYyOJHMKOBAaHHBIX PadoT (B
TOM YHCIIE, B M3JAaHUIX, peKOMeHI0BaHHBIX BAK).

OcHOBHasl 4YacCTh JUCCEPTALMHU COCTOUT U3 0030pa JIUTEpaTypbl, MaTEPUAIIOB
1 METOJIOB UCCIIEIOBAHMUSI, a TAKKE MPEJCTABICHHBIX PE3YIbTATOB.

3aKI0YEHUE COCTOMT M3  OOCYXIEHHsI TOJYYEHHBIX PE3yJbTaTOB
UCCIIEIOBAHMUSI, BRIBOJOB U MPAKTUYECKUX PEKOMEHIAIIUM.

[ucceprauus wu3noxkeHa Ha 216 cTpaHuWIlaX MAIIMHONMMCHOTO TEKCTA,
coaepxkut 71 pucynok u 20 tabnuu. bubnuorpadusi cocroutr u3 141 ncrounuka

JTUTEPaATypbl, U3 KOTOPHIX 8 0TeUeCcTBEHHBIX U 133 3apyOeKHbIX.
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I'nasa 1.
O030p 1uTEpPATYyPBHI.

1.1 Kparkue cBeleHUs] 0 PA3BUTHH, CTPOCHMH M (PYHKUUAX KOCTHOM
TKAHU.

Jns  moHUMaHHMS ~ 3aKOHOMEPHOCTEH  BO3HMKHOBEHHUS  Pa3IUYHBIX
MaTOJOTUYECKUX MPOILECCOB B KOCTHOM TKAaHM, HEOOXOJAMMO 3HAaTh OCHOBHBIC
ATambl M OCOOEHHOCTH pa3BUTHUS ckenera. OCHOBHash 4YacTh KOCTEH CKeleTa
SABJISIIOTCSL  TPOM3BOAHBIMU  Me30JepMbl. Tak, KOCTH aKCHaJbHOI'O CKeJleTa
(MO3BOHOYHUK, pedpa, rpyArHa) MPOUCXOJAT U3 MapaakCHaIbHOW ME30/1€pMBbl.
Koctu koHeuHOCTEH pa3BUBAIOTCS U3 ME30JI€pMbl JaTepasibHOM miacTunbl (lateral
plate mesoderm). Koctu cBojja u ocHOBaHMS 4Yepena, a TaKKe BHYTPEHHUE JIBE
TPETHU KIIIOYUIBI pa3BUBAIOTCS U3 HelpalibHOTO TpeOHs (neural crest).

[Ipomiecc ¢dopmupoBaHusi KOCTEH MOXKET MPOUCXOIUTH JBYMSI MYTSIMHU:
HHTpaMeMOpaHo3Has occU(UKallUsd W SHXOHJpajdbHas (ISHIOXOHIpaIbLHAS)
occuukanus. ITo 3aBUCUT OT TOTO, GOPMUPYETCS JIM KOCTh U3 COCAMHUTEILHON
TKaHU WK U3 xpsuieBon [100].

Nutpamembpano3Has occudUKaIMs MPOXOAUT 0e3 cTaguu oO0pa3oBaHUS
xpsma. B HenuddepeHMpoBaHHON ME3eHXMME ME3EHXHMAalIbHbIE CTBOJIOBBIC
KJIIETKM HayuHaioT AudQepeHIupoBaThCsl B OCTEONMPOreHUTOPHBbIE KiaeTku. [lo
Mepe uddepeHIUpPOBKH  KIETKH MPUOOPETAIOT TPYIIEBUIHYIO  (PopMmy,
YBEIIUYMBAETCS OOBEM IUTOIUIA3MbI, a TaKXKe KOJUYECTBO TPAHYJISIPHOIO
AHJIOTIA3MATHYECKOTO pETUKYJIyMa u HAYUHAIOT CEKpETHPOBATH
AKCTPALICIUTIOJISIPHBIA MaTpUKC (B OCHOBHOM, KoJuareH | Tuma). J[aHHbIE KIETKU
MOCTENIEHHO OKPYXKAlOT Cce0s MaTPUKCOM, KOTOPBIA MUHEpaIu3zyercss u
muddepeHuupytoTcss B octeouuThl. B mporecce  mHTpameMOpaHO3HOU
occupukanuu OOJbIIOE 3HAYEHUE HMEeT TpaHCKpuninoHHsli ¢aktop Cbfal
(Runx2), koTOpbIi aKTUBUPYET OKCIpECCHUI0 KojulareHa | Tuma, a Takxke
OCTEONOHTHHA U OCTEOHEKTUHA. MIHTepecHbIM siBIisieTCsl (haKT, YTO KOPTUKAIbHBIN
cio  TpyOuaThix ~ KOCTEHM  cKelera  Takxke  (opMupyercs  myTeM

MHTpaMeMOpaHo3Hoi occudpukauuu. [lpu 3TOM, U3 HenuddepeHIPOBaHHBIX
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KJIIETOK TEePUXOHJIPUYMa BO3HHUKAIOT OCTEONPOTCHUTOPHBIC KIETKH, a 3aTeM
octeobnactel. C HavalloM MPOAYKIHUH OCTEOUJITHOTO MEXKKIETOYHOTO MaTpUKCa
KOPTUKAJIBHOTO  CJOS TNEPUXOHJPUYM  HA3bIBAETCS YK€  IEPUOCTEYMOM
(HAIKOCTHUIIA).

[Ipu »HXOHIpanbHON oOccU(pUKAIMU TPOUCXOJUT OOpa3OoBaHUE KOCTHOMU
TKaHU Yepe3 XPAIMIEBYIO cTaauto. J[aHHBINA THIT OCCU(DUKAIIAN SIBISIETCS TPUCYTIIAM
JUTsE OONBIITMHCTBA KOCTEH ckenera deinoBeka. OCHOBHBIMH TPAaHCKPHUIITHOHHBIMU
(dakTopamu, peryIUPYIONIMA U HHAYIUPYIOIINMHI XPSIIEBYIO CTAIUIO SBISIOTCS
daktopel cemeiictBa COX, naubompiiee 3HaueHue umeer COX9 [103]. Cpenn
Heu hepeHIUPOBAHHBIX ME3CHXUMATBHBIX CTBOJIOBBIX KJIETOK TOSIBIISIETCS OdYar,
I7ie 4acTh KJETOK YBEIMYMBAIOTCSA B pa3Mepax, MPUOOPETaroT OKPYTriayr Gopmy.
[Ipu sTOoM, B mepudepuueckux OTAeNax KICTKH COXPAHSIOT BBITSHYTYHO WA
3Be3nuaryo ¢dopmy, Oonee KoHueHcupoBaHbl. [lo wmepe auddepeHpoBKU
pacrmoyioKeHHBIE B IEHTPAIBHBIX OTJElNaX KIETKHM HAYWHAIOT CEKPETHPOBATH
OEJIKM MEKKJIETOYHOTO MaTpuKca (KOJUIareHbl U TIMKO3aMUHOTIINKAHBI), KOTOPHIE
MOCTEMEHHO 3aIMOJHSIIOT IPOCTPAHCTBO MEXKY KIETKaMU, YBEITUYUBASI PACCTOSTHUE
MEXIy HUMH. Takoi THIT poCTa Ha3bIBACTCS MHTEPCTUITNATBLHBIM I BHYTPEHHUM
sKcnaHCUBHBIM. B mepudepuueckux otaenax (GopMUPYIOMIErocs Xpsla KIETKH
MeHee nuddepeHIupoBaHbl U pacroiaratorcs Oolsiee MiIoTHO. PocT B oObeme
XPAIIEBON TKAHU B ATHX 30HAX MPOUCXOIUT 3a CUET ACIICHUS TAHHBIX HE3PEIbIX
KJIETOK (ammO3UMIMOHHBIA TUIl POCTA). 3aT€M B CPEIHUX OTAenax o0pa3yrollerocs
XpAIla TPOUCXOIUT MUHEPATH3AIUS MEKKIECTOUHOTO MATPHUKCA M XOHAPOIUTHI
noABepraroTrcst  anonTto3dy (mporpammupyemMas  kietoyHas cmepb) [101].
Kiierounble npocTpaHcTBa 3aHUMAEMBIE 10 3TOTO XOHAPOLMTAMU MEHETPUPYIOTCA
KPOBEHOCHBIMH COCYJIaMH HaJKOCTHHUIIBI. BMecTe ¢ cocynamu U3 HaJKOCTHUIIBI B
MUHEPAIU30BAHHBIA XPAIIEBOM MATPUKC MPOHUKAIOT OCTE00JIACThI, KOTOpbIE
HAYMHAIOT CHHTE3UPOBATh OCTEOHMJ. TaK TOSBISETCS TICPBUYHBIA IICHTP
occudukanum (Touka okocteHeHus) [100]. OcHOBHBIE 3Tambl YHAOXOHIAPATHLHOTO
OCTEOreHe3a MOBTOPSAIOTCS B Ipolecce pemapanuu npu  nepeiaomax [102].

I/ISBGCTHO, 4TO B KOCTAX CKCJICTa B PpPa3JIM4YHBIC BO3PACTHBIC IICPHUOAbBI
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OOHapy»KUBAETCS MyJ ME3EHXUMAJIbHBIX CTBOJIOBBIX KJIETOK, KOTOPhIE YYAaCTBYIOT
B MPOILIECCaX pernapanuyu KOCTHOM TKaHU Npu noBpexaeHuu [ 104].

[Io mepe TOro Kak KOPTHUKAIbHBIA CIOH KOCTH CTAaHOBUTHCS TOJIIIE,
MUHEPAIU30BAHHBINA XPSIIEBON MaTpUKC B 00JacTu quadu3oB TpyOUaThIX KOCTEH
M BHOBb BO3HUKIIHE IEHTPHI OCCU(PUKAIIUU YK€ COJEp’KAT B CBOEH CTPYKType
OCTEOKJIACThI, KOTOPhIE AKTUBHO PE30POUPYIOT MUHEPATU30BAHHBIA MATPUKC U
MepBUYHbIE TpaOeKysbl, ¢ O0Opa3oBaHMEM MPOCTPAHCTBA JIsi KOCTHOTO MO3ra.
JlaHHbIE MPOIECCHl MOCTENEHHO PACIPOCTPAHSIOTCS B HAMPABICHUHU OT LIEHTPA K
snuduzam.

XpsieBass TKaHb B 00JacTH SNU(PU30B pacteT B 00beMe 3a Ccuer
amnmo3uIIMOHHOTO pocTa. B mepuxoHapuyme snu@u30B BOZHUKAIOT WHBaruHaIuu,
KOTOpPBIE MIPOJIBUTAIOTCS K IIEHTpaM 3Mu(pU30B, GOpMUPYS XPSAIIEBbIE KaHAJbI, YTO
CIOCOOCTBYET BaCKYJISIpU3allMd U BO3HUKHOBEHUIO TOUYEK OKOCTEHEHHS 3MU(U30B
(BTOpUYHBIE TOYKH OKOCTEeHEeHUs). Mexay snuduzom u aunaduzom GopMupyercs
nepexo/iHasi 30Ha BOpoHKooOpa3zHoul (opmbl — metadus. [lo Mepe yBenmueHus
o0beMa KOCTHOM TKaHHM, MEXIy MeTaauaduzoM U >nudu3oM ocTaeTcs y3Kas
MOJIOCKA THAJIMHOBOTO Xpsilla — pocTKoBas ruiactuHa (growth plate) unu dusuc
[100].

NHTEHCUBHOCTb pOCTa B 00JIACTH POCTKOBBIX IJIACTUHOK B Pa3HBIX KOCTAX
ckenera paznuyaerca. HamOonbiine Temmbl pocTa OTMEYAIOTCS B JUCTAIbLHOM
¢uzuce OeapeHHBIX KOCTEH, HAa BTOPOM MECTE€ IO HMHTEHCUBHOCTH CIIEIyeT
MPOKCUMAJIBHBIN (DU3HC OONBIICOEPIIOBBIX KOCTEH [86].

B ckenere uenoBexka HacuutThiBaeTca 206 kocrten. [lo aHaromumyeckum
MpU3HAKaM CKEJeT YCJIOBHO MOHO pa3[eluTh Ha aKCUaJIbHBIM (4eper,
MMO3BOHOYHHUK, pedpa, rpyArHa U MObsA3bIYHAS. KOCTh) U Nepudepudeckuii (KocTu
BEpXHEU M HWKHEW KOHEUHOCTU M KocTu Ta3a). KocTu kuctel v cTon OTHOCSTCA K
aKpallbHOMY cKeneTy. Bce kocTu KiaccuPuUUUpPYIOTCS TakKe B 3aBUCUMOCTH OT
pasmepoB u  GOpMBI:  JUIMHHBIE  TpyOuaTthle  (TuieueBasi, OenpeHHas,
OonbiieOepiioBasi), KOpOTKHE TpyOuaTble (KOCTH TMSICTH, IUTIOCHBI U (hajlaHru

MajblieB), MIOCKUE (KOCTH uepemna, Ta30Bble KOCTH) M KyOOBHUIHBIE (KOCTHU
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3amsiCThsl M TOpeAruitocHbl) [86]. B IIUMHHBIX TpyO4yaThIX KOCTSX BBIICISIOT
srmudus, anodus, metadusz u auadus. Krnaccubukamms KocTeil, OCHOBaHHas Ha
Tpex npuHiunax (popma, pyHkuus, pazsurue) Obuia npeayioxena [Ipusecom M.I'.
[5]:

L. TpyOuatbie KOCTH.

1. Jlnunnsie (redyeBast KOCTh, KOCTU MPEAIICUbs, Oe[peHHasi KOCTb,
KOCTHU T'OJICHU).
2. Kopotkue (KOCTH MSCTH, IUTIOCHBI U (DaJIaHTH MaJIbIIEB).

II.  T'yOuaTele KOCTH.

1. Jlnunnbie (pebpa v rpyArHa).
2. Kopotkue (KOCTH 3aMsiCThsl, TPEATUTIOCHBI U TTO3BOHKH).
3. CecaMOBUIHEIE.
III. Ilmockue KOCTH.
1. Koctu cBona uepena (1100Hast u TEMEHHas).
2. Koctu nosicoB KOHEYHOCTEH (JionaTka, Ta30Basi KOCTh).
IV. CwmemaHHbIE KOCTH.
1. Koctu ocHOBaHMs yepena.
2. Kmrouuna.

Hecmotpst Ha pasnuuus B ¢dopmMe U pa3mepax, BCE KOCTH HMEIOT
OJIHOTUITHOE CTPOEHHE, BKJIIOYas HAJAKOCTHHUIY (periosteum) ©  SHIOCT
(endosteum), KOpTUKaJbHBIM  ciod  (cortex) W MeAYyJUISIpHBIA  KaHal
(KOCTHOMO3TOBasI MOJIOCTH ).

HankocTHuila mokpsIBaeT MOYTH BCE KOCTHU ueNOBeKa (3a HCKIIOYEHUEM
CECaMOBHHBIX) HE BKJIOYasl CYCTaBHbIE IMOBEPXHOCTH, KOTOPHIE TMOKPHITHI
CYCTaBHBIM THAJTUHOBBIM XpsiiioM. COCTOMT M3 JABYX CJIOEB — BHYTPEHHETO
(kaMOHMaIbHOTO), MPUJIETAIONIET0 HEMOCPEACTBEHHO K KOCTHON IOBEPXHOCTH H
HapyxHOro (¢pubpo3noro) ciosi. KamOuanbubiii cioit coaepkut (GpudpoOracTsl,
OCTEONPOrEHUTOPHBIE KIETKH W ocTeoOnacTel. KIeTo4HOCTh JaHHOTO Clos
BapbUpyeT B pa3JIMUHbIE BO3PACTHBIE MEPHUOJbI, OOJIbIIAsT KJIETOYHOCTh

OTMEYaeTcsi B mepuoj GopMUPOBaHUS U pocTa KocTel y aeteil. HapyxHbliil ciioi
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TUTIOKJICTOYHBIN, COCTOMT M3 BEPETCHOBUIHBIX (PuOpPoOIACTOB M OOJBIIOTO
KOJIMYECTBA 3pEJoro KOJUIAr€HU3UPOBAHHOTO MEXKKIETOYHOTO Marpukca. B
0o0JlacTU CYCTaBOB TMPOAOJKAETCS B KAalCyJly CYCTaBOB WM TMEPEXOJUT B
CYXOXWUs U MblieuHble ¢acuun [86]. HagkocTHHIIa UTpaeT Ba)XKHYIO POJIb B
mpoIieccax pocta (anmo3uUOHHBIA POCT) U PEMOJCIUPOBAHUS KOCTHOU TKaHU, a
TAaK)K€ B MPOILIECCE pENapanuu MpU MOBpexXAEHUsIX u nepenomax [99]. Bo Bce
BO3pPACTHBIE MEPUOABI JOOPOKAUYECTBEHHBIE U 3]I0KAUYE€CTBEHHbBIE HEOIIACTHUECKUE
MPOIIECCHl B KOCTHOM TKAaHW COMPOBOXKJAIOTCS aKTUBAIIMEH KaMOUAJIBLHOIO CIIOs
HaJIKOCTHUIBI. B 3aBUCHUMOCTH OT arpecCMBHOCTH JIOKJIHHOTO BO3JEUCTBUS,
HAJIKOCTHHUIIA Y4acCTBYET B (POPMHUPOBAHUHU TOTO WM MHOTO THUIIA MEPUOCTAIBHOU
peakiuu, Mo KOTOPOMY PEHTTEHOJOTHMYECKH MOXKHO MPEIANOJIOKUTh XapaKTep
MOpaXKeHMs1 KOCTH [98].

KopTukanbHbIli CJIOW COCTOUT M3 KOMMNAKTHOM KOCTHOW TKaHHW, TOJIIIMHA
KOTOPOM 3aBUCUT OT JIOKalW3allMd W  CUJIbl MEXAaHUYECKHUX BO3JCHCTBUIA.
Hanpumep, HauOonbinas TONIMHA KOPTUKAIBHOTO CJIOSA OTMEYAaeTcs B
MEeIUANbHBIX OTAenax anadu30B OEIPEHHBIX KOCTEW, TaK KaK MeXaHh4yecKas
Harpy3ka B 3THUX OTJeJaX JI0CTaTOYHO BEJIUKA.

Menymisipablii KaHaJl TIOCTPOEH U3 TyO4aToil (TpabexynsipHOIl) KOCTHOU
TKaHH, COAEPKUT >KUPOBOM M T€MOMOITUYECKUU KOCTHBIM MO3T, KPOBEHOCHBIE
COCYJIbl U HEPBHbBIE BOJIOKHA.

KocTHast TkaHb BBINOJHSET BaXKHbIe (YHKIMU B OpraHU3ME YeJIOBEKa
(omopHas, ABUTaTeNbHasl, Jeno Kanblus u pocdopa, odecrieynBaeT ONTUMAIIbHbBIC
yciaoBus i1 (PYHKIIMOHUPOBAHUS KOCTHOTO MO3ra). OCHOBHBIMU KJIETOUHBIMU
KOMIIOHEHTAaMU KOCTHOM TKaHU SIBJISIFOTCSL OCT€001aCThl, OCTEOKIACThI, OCTEOLIUTHI
u BbicTunaromue kiaetku (bone lining cells). HecmoTpss Ha xkaxynryrocs
MHEPTHOCTb, KOCTHasl TKaHb SBJISIETCS OYEHb JUHAMUYHOM 3a CUET MOCTOSHHO
MPOTEKAONIUX COaJaHCUPOBAHHBIX MPOILIECCOB pe30opOuun (OCTEOKIACThI) U
KocTteoOpa3zoBaHusi (octeo0nacThl). OCTEOUUTHI BBICTYMAIOT B POJIM TJIABHOTO

TUPUKEPA B ITUX CI0KHBIX B3aUMOJIEUCTBUSAX [79].
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B mporecce pocta opranuzma peOeHKa, TOKa €ro CKeJEeT JIOCTUTAaeT CBOMX
OKOHYATEIbHBIX Pa3MEpPOB C OMOIIBIO PEMOJIETUPOBAHUSI KOCTHOW TKAHU, MOKHO
HaOJII0/1aTh COTJIACOBAHHYIO JICSITEIBHOCTh KOCTHOTO CHHTE3a U KOCTHOM
pe3opOnuu ¢ npeodaaganueM cuHTe3a [8].

PemonenupoBanrie KOCTHOM TKaHUW BO3MOXHO 32 CYET COIIACOBaHHBIX
B3aUMO/ICHCTBUIN MEXIy  OCTEOLUTaMH, BBICTUJIAIOIIUMHU  KJIETKAMH,
OCTEOKJaCTaMH U oOcTeo0nacTaMu, KOTOpble GOPMUPYIOT Mg ITUX Lelel
BPEMEHHYI0 aHATOMUYECKYIO CTPYKTYpPY, Ha3bIBAEMYI0 OCHOBHOUW MEKKJIETOUHOU
equnuuent (basic multicellular unit, BMU). Ilpouecc peMoaenupoBanus KOCTHOU
TKaHU a0COJIOTHO HEOOXOJMM JUIsl penapanyy nepesioMoB, alanTallui CKeJIeTa K
MEXaHMYECKUM Harpy3KkaMm U MOJJepKaHUI0 roMeocTa3a Kaiublus u ¢ocdopa B
opranuzMme. Hapymienue 6ananca KOCTHOM pe30pOLMH U KOCTEOOpa30BaHUS MOKET
JIe)KaTh B OCHOBE TAaKMX 3a00JIEBAaHMN KOCTEH KaK OCTEOIOpPO3 U OCTEOIMETPO3.
PaBHOBecue B mpolecce peMoJeTUpOBaHUS KOCTHOM TKaHU MOJAEPKUBAETCS 3a
CYET JIOKAJIBHBIX M CHUCTEMHBIX (PAKTOPOB, BKJIIOYAsi IUTOKUHBI, XEMOKHHBI W
rOpMOHBI [79].

Ocmeobaacmei.

OcreobnacTel  OPEACTABISIOT COOOW  KJIETKHM KyOOBUIHOW  (pOpPMBI,
JOKAIN3YIOIIMECS Ha KOCTHBIX MOBEPXHOCTAX, COCTABIISIOT 4-6% OT BCEX KIIETOK
KOCTHOM TKaHU W BBIMOJHSIOT KOCTeoOpazyromyto (QyHKIU0. XapakTepu3yrTcs
Pa3BUTON TPAHYJSIPHOM SHIOILIA3MATUYECKON CEThIO, KOMIUIEKCOM ['ONbIkH U
cojiepKaT OOJIbIIOE KOJIMYECTBO CEKPETOPHBIX BaKyoOJeH, UYTO OTBEYAET HX
MPOTEMHCUHTETUUECKON (DYHKIMU (CHUHTE3 OCTeOoua sl KOCTHOIO MaTpHUKCA).
[IpoucxonsT u3 ME3eHXUMaIbHOM CTBOJIOBOM KIIETKH, TudPepeHIupOBKa KOTOPOM
B HaIlpaBJICHUH OCTe00JIacTa BKJIIOYAET MOCIEN0BATENIbHbIE 3TAlbl C aAKTUBAIUEH
OMpENICNICHHBIX T€HOB M HKCIpPEeCcCUell HEOOXOIUMBIX MapKepPOB, BKIIIOUasi KOCTHbBIC
Mopdorenernueckue 6enku (bone morphogenetic proteins, BMP), Wingless (Wnt)
myTh, Runt-cBsi3aHHBIA TpaHCKpUNIIMOHHBIN (akTop 2, DIXxS, Osx (osterix) u

Runx?2.



18

CuHTe3 3JIeMEHTOB KOCTHOTO MAaTPHUKCa OCYILIECTBIISIETCS OcTeo01acTaMu B
JIBa OCHOBHBIX JTama: CO3/JaHUE OPraHWYECKOW MaTpHUllbl M €€ MOoCieAyromas
MuHepanuzainus. Ha mepBom 3Tame ocTeo0J1acT CEKpPETUPYET KOJUIareHOBble (B
OCHOBHOM, KojiiareH 1 tuma) u HekoJareHoBbie 0eaku (OCN, octeonektud, BSP
I, ocrteomoHTHH), a TakKe MNPOTEOINIMKAHBI, BKJIIOYas JCKOPUH U OWIJIMKaH,
KOTOpble O0pa3yloT OpraHWYecKyr Matpuily. Btopoit »Tan (MuHepanmuzainus
OpraHUYeCKON MaTpuIllbl) B CBOIO OYE€pedb COCTOUT W3 BE3UKYJSIPHOU U
¢bubpumsipHoit ¢a3. MaTtpuunsie Be3ukyiabl (auamerpom ot 20 go 300 HM)
OTHEJIAIOTCSA OT AUKAJIbHOM MeMOpaHbl 0CTe00J1acTa B OKPYKAIOIIYI0 MATPUUHYIO
Cpely, TA€ CBSI3bIBAIOTCA C MPOTEONNIMKAHAMU W JPYTUMH MEXKIETOYHBIMU
KOMIOHEHTaMu. 3aTeM HuOoHbl (ochopa u Kanablusg O0O0pa3yloT KPUCTAJUIIBI
TUAPOKCUAIIATUTA.

3penbiii  octeobmacT  MokeT  AuddepeHIMpoBaThCI B OCTEOITHT,
BBICTUJIAIONIYIO KJIETKY WJIU MOJBEPraThCs aronTo3y.

Bvicmunarowue knemxu.

BricTunaronue KIETKHM MOPEACTABISIOT CO00M  YIJIOMIEHHON — (opMbl
MOKOAIINECS 0CTE00IACThl, pacloJiaralolirecss Ha KOCTHOM MOBEPXHOCTH, T/ie HE
MPOUCXOJIUT AaKTUBHBIX MPOIECCOB PE30pOIMU MU KocTeoOpazoBanus. Coaepxar
B IUTOIJIa3ME HEOOJBIOE KOJIMYECTBO OpraHesl, B TOM YHCIIE, TPAHYJISIPHOTO
AHJOTIA3MATHYECKOT0 peTUKyIyMa. DYyHKIUS 3TUX KIETOK J0 KOHIIa HE U3y4YeHa,
M3BECTHO, YTO OHM NPEAOTBPAIIAIOT B3aUMOJIEUCTBUE OCTEOKIACTOB C KOCTHBIM
MaTpUKCOM, YYacTBYIOT B JuU(epeHIHpPOBKE OCTEO0IACTOB, MPOAYLUUPYIOT
octeonporerepud (OPG) u aktuBarop penentopa siaepHoro ¢akropa kamma-B
nuranga (RANKL).

Ocmeoyum.

Ocrteouutsbl cocTaBIAOT 90-95% KIETOYHOTO COCTaBa KOCTHOM TKaHH M
SABJISIIOTCST HAauOoJiee MONTOKUBYIIMMH KJIeTKaMu (110 25 neT). B Tedenuun MHOrMX
JNECATUIIETUM W3-3a CIIOKHOCTU BBIJICNICHUSI W WM3Yy4YEHUs JAHHBIX KJIETOK, HX

(GyHKIIUU ObLUIU HEU3BECTHHI.
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OcTeonuThl  pacmojiaraloTcs B JIaKyHax, KOTOPbIE  OKPY>KEHbI
MHHEPAJIN30BaHHBIM KOCTHBIM MATPUKCOM W HMMEIOT MHOXECTBO OTPOCTKOB.
Mopdosorus OCTEOIMTOB 3aBHCHUT OT THIIA KOCTHOW TKaHH, B KOTOPOM OHH
pacronoxensl. B ry0uaToil KOCTHOM TKaHM OCTEOIUTHI UMEIOT 00Jiee OKPYIIIYIO
dbopMy, B KOMIIAKTHOM KOCTHOM TKaHU OHHU HECKOJBKO BBITAHYTHI. SIBIsIOTCS
MPOM3BOJHBIMM  ME3E€HXHMMAIbHOM  CTBOJIOBOM  KJETKH, TPOXOJs  CTaJaulo
nuddepeHupoBkr ocTeobaacTa. B KOHIIE KaXKI0ro IHMKIA KOCTEOOpa3oBaHUS
cyonomymsinusi 0cTe0o0JIaCTOB MNPEBpAIIaeTCs B OCTEOIUTHI U BCTPAMBAETCS B
KOCTHBIH MAaTpUKC. DTOT TIPOIECC COMPOBOXKIACTCI MOP(DOJIOTHUYESCKUMH H
YABTPACTPYKTYPHBIMM ~ U3MEHEHUSIMU  (YMEHBIIEHUE  pa3MEpOB  KIETKH,
COKpallleHHE TPaHYJSIPHOTO SHJOIIA3MAaTUYECKOr0 PETUKYJIyMa U KOMILIEKCa
lonbmxu 1 ap.). MexaHu3M JaHHBIX MPEBpaIleHUN 0 KOHIIA HE U3YYEH, OJJHAKO
M3BECTHA BakHasi PoJib B A3TUX mpoueccax Oenka E11/gp38, uzBecTHOro mnon
HazBanueMm Podoplanin, koTopslit skcipeccupyeTcst B octeonuTax. Cunuraercs, 4To
OH B3aMMOJICHCTBYET C AJIEMEHTaMH IIUTOCKENIETa OCTEOIUTOB.

Kaxnpiii OCTEOUHT, 3aKIOUYEHHBIM B JlakyHe wuMeer mnopsaka S0
IIUTOIUIA3MATHYECKUX OTPOCTKOB, KOTOPBIE PAaCIOJiaraloTcs B  CHEIHATBHBIX
KaHalblaX, (QOPMUPYIOMKNX JIAKYHOKAHAIMKYJISIPHYIO CHUCTEMY, Ojaroaaps
KOTOPOM  KOHTaKTUPYIOT COCEJHHUE OCTEOIMUTHI, a TakKkKe OCTe00IacThl,
HaxoJsIIMecs Ha MoBEepXHOCTH. [locpencTBOM JaHHON CHCTEMBI OCYILECTBIISIETCS
TPAHCIIOPT PA3TUYHBIX MOJEKYJI MEXAY KIETKAMH, TAKUX KaK MPOCTariaHAUHbI U
oKkcuJl a3ota. JlaHHas cucTemMa B3aUMOJEHCTBYET TAKXKE€ U C COCYJIUCTON CEThIO
KOCTHOM TKaHU, OOecCIledrBas TPAHCIOPT MUTATEIbHBIX BEIIECTB U KHCIOPOJa.
brnarogapst =~ JlakyHOKaHAJIUKYJSIPHOM  CHUCTEME, OCTEOIUTHl  CHOCOOHBI
BOCIIPUHUMATh U OLICHUBATh MEXaHUYECKHUE HArpy3KH U JABJICHHUE U €XKETHEBHO
MOMOTaTh KOCTHOW TKAaHU aJalTUPOBATHCS K MEXAHWMYECKUM Bo3naeucTtBusiM. C
ATON TOYKH 3PEHUS, OCTEOLUTHI BBHICTYNAIOT B POJIM JTUPUIKEPOB MEKKIETOUHBIX

B3aNMOJEHUCTBUN B KOCTHOM TKAHU, PETYJIMPYS MPOLIECCH PEMOICIUPOBAHUS.
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Ocmeoxnacm.

OcTeoksiacTel — 3TO TEPMUHAIBHO AUG(EepeHIIMPOBAHHBIE MHOTOSIEPHbIE
KJIETKH, TPEIIIECTBEHHUKAMU KOTOPBIX SBIISIOTCS MOHOHYKIICAPHBIE KJIETKH,
pa3BUBAIOIIMECS W3 TEMOIO3TUYECKOW CTBOJIOBOM KJIETKM MOJ BO3JACHCTBHEM
HECKOJIbKUX (PakTopoB. Cpeau 3TUX (PaKTOPOB MOKHO BBIACIHUTH JBA, UMEIOIINX
HauOoJbIIee 3HAUCHUE: MaKpodaraibHblil KOJTOHUECTUMYIUpyrouui pakrop (M-
CSF), KOTOphIii CeKpeTUpyeTcs OCTEONPOTCHUTOPHBIMU ME3EHXUMaIbHBIMU
kietkaMu u octeobnactamu, U RANK nurang (RANKL), cekperupyemblii
ocTeo0JlacTaMM, OCTEOIIUTAMU M CTPOMAJbHBIMU KJIE€TKaMU (MTPaeT OCHOBHYIO
poiib B ocTeokinactorerese). [lpu cesa3piBanuu RANKL ¢ perientopamu RANK nHa
MOBEPXHOCTU KJIETKU MPENIIECTBEHHUKA OCTEOKJIACTa 3alyCKaeTcs MPOLECC €ro
aktuBauuu. C  JOpyrod  CTOpPOHBI, cCylecTBYyeT  (hakTop, Ha3bIBaeMbIi
octeonporerepu (OPG), xotopeiii cBs3biBasick ¢ RANKL mnpensitctByer
B3auMo/ielicTBUI0 RANK/RANKL u TeM caMbIM MHTHOUPYET OCTEOKIACTOTCHES.
OPG mnpoaymupyercsi octeo0iacTaMH, CTPOMalIbHBIMU KJIETKaAMU, a TakKxke
HEeKOoTOpbIMU BuAamu (udbpobnactoB (gingival fibroblasts). Takum oOpasom,
RANKL/RANK/OPG  sBaseTcssi  OCHOBHOM  CHUCTEMOH,  peryjaupyroen
octeoksiactoreres [80; 112]. OTkpeITHE NAHHOM CHCTEMBI CTAJO KPaeyrOoJIbHBIM
KaMHEM [IJIs IOHUMAaHUsi MHOTHX TMAaTOJOTMYECKUX MPOILECCOB B KOCTHOW TKaHU
[8].

B npouiecce pemoaenpoBaHusi KOCTHOM TKAHU U aKTUBAIMUU OCTEOKJIAcTa
€ro KJeToyHas MeMmOpaHa AenuTcs Ha (PYHKIMOHAJIbHBIE JOMEHBI BCIEACTBUE
BHYTPEHHEW peopraHu3allid IUTOCKEJeTa: BOPCHUHYATHIN  (CompuKacaeTcs
HEMOCPEJCTBEHHO C pe30pOUpPyEMOI KOCTHIO) U CBETIYIO 30HY (IIPUMBIKAIOIIYIO K
KOCTHOW MOBEPXHOCTH), 00pa3ys MeXAy MOBEPXHOCTHhIO OCTE00JacTa U KOCTBIO
nakyny  (howship lacuna) wunu  momocte  pe3opbuuu.  PactBopeHue
TUAPOKCUAIIATUTA TTPOUCXOIUT B MpeAesax 3TOW JIaKyHBI TOCJI€ €r0 OKHUCJICHUs
BCIIEJICTBUE MPOJIYKIIMU MOHOB Bojopoaa (H+) B pesynbrare pacnana yroibHOU
KUCJIOTHl moJ Bo3aekcTBueM kapOoanruapasel 2 (CAID). Ilocne 3aBepiieHus

MUHEpabHOW  ¢a3bl  (pacTBOpEHHE THAPOKCUAINATHUTA), BBICBOOOXKIAIOTCS
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(dbepMeHTHI, pa3zpylialplre opranuueckyto marpunyy (karencun K, MMP-9 wu
TRAP) [79; 8].

[loBbIllIeHWE AaKTUBHOCTH OCTEOKJIACTOB C TMpeobJialaHkeM MPOIECCOB
pe30pOIMy KOCTHOM TKaHW MOJXKET JIe)KaTh B OCHOBE MHOTHUX 3a00JI€BaHUM KOCTEH,
TaKAX KAk  OCTEONOpO3 C  BO3PACTAHUEM  BEPOSITHOCTH  IEPEIOMOB.
BocnanurensHas UHQUIBTpALTUS MOXKET JIOKAJIBHO UHyIUPOBATh
OCTEOKJIACTOT€HE3 W TMPUBOAUTH K JIOKAJIBHOW PE30pOIMH KOCTHOM TKAaHU MPHU
OCTEOMHENIUTE, APTPUTAX U MEPUOJOHTUTAX.

IKCMpayeroaapHulil KOCMHBIUL MAMPUKC.

KocTp COCTOMT M3 HEOPraHMYECKUX COJEd W OPraHu4YeCKOM MaTpHULIBL.
Opranunueckas MaTpHuIa COACPKUT  KOJIJIareHOBBIC oenku (90%),
MPEUMYIIECTBEHHO, KoyuiareH | Tuna. K HekouiareHoBbIM OelikaM OpraHu4ecKou
MAaTPHIBI OTHOCATCS OCTCOKAJIBIIMH, OCTCOHEKTHH, OCTCOMOHTHH, (UOPOHEKTHH,
kocTHbIN cuanonpoteud II, BMPs u daktopsl pocta. Heoprannueckue BeriecTBa
Mpe/ICTaBJICHbl, B OCHOBHOM, HOHaMHM Kaubllusd U (ocdopa. IlomumMo 3Toro
KOCTHAsi TKaHb COJICP)KUT HATPUM, Kalui, MarHuul, IMHK, Oapuil M CTPOHIIMIA.
Kanpumit u docdop bopmupyroT KPHCTaJUIbI TUAPOKCHAIIaTUTA
Cal0(PO4)6(OH)2.

Bszaumooeticmeue mesncoy knemramu u KOCMHbIM MAMPUKCOM.

KocTHbIlt MaTpuKC SBISETCS HE TOJBKO KapKacoM IS OCTEOIIMTOB,
O0CTe00JIACTOB M OCTEOKJIACTOB, HO M UIPAET KIIOYEBYIO POJIb B PETyJISIUU
AKTUBHOCTHU KOCTHBIX KJIETOK MOCPEICTBOM MOJIEKYJI a/Ir€3UM (MHTEIPUHOB).

Haunboniee n3BecTHblE HHTETPUHBI OCTEOONACTOB @ f , @, f; , U as f. s

peanu3anuu (QYHKIUU pPe30pOLHUH OCTEOKJIACTaMU Ba)XKHOE 3HAUYEHHE HMEIOT
UHTETPUHBI @, f; U @, f;. Ha cerogusmHuil IeHp ocTaeTrcs OTKPBITBIM BOIPOC,

KaKue WHTETPUHBI 00ecCIeunBaroT B3aUMOJEUCTBUE OCTEOIIUTOB C

SKCTPalC/UIIOJIAPHBIM KOCTHBIM MATPHUKCOM, IIPCAIIOIaracTrCs, 4TO MMH SBJIAIOTCA

pyu By [79].
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1.2 I'MraHToOKJIeTOYHBIE OPAKEHHUS KOCTEH y AeTe.

Oco60€ 3HaueHUE MPOIECCHl PEMOJICTUPOBAHNS KOCTHOM TKaHU UMEIOT MpHU
OHKOJIOTMYECKOM TMAaTOJIOTMU. Tak Kak OCTEOKJIACThl SIBJISIOTCA BaKHEUIIEH H
HEOTHEMJIEMOM YaCThI0 KOCTHOUM TKaHU, UX MOXHO OOHAPY>KUTh MPAKTUUECKHU MPU
BCEX MEPBUYHBIX OIMYXOJISAX KOCTEH, a TAKKE MMPU METACTATUUECKUX MTOPAKECHHUSIX.

Tak kak IeHTpajbHas POJb B PEryJsiiuu (POPMUPOBAHUS OCTEOKIACTOB
npuHaexut cucteme RANKL/RANK/OPG, B ToMm yucie npu onyxojisix KOcTew,
BAXXHO TNOHUMAaTh, 4To mpu MHorux onyxomsix (KO, Xb wu gap.) camu
HEOIJIaCTUYECKHUE KJIeTKU MOryT cuHTe3nupoBath RANKL unu paktopsl, KOCBEHHO
HMHIYyIUPYIOLIME OCTEOKIacToreHe3 (mapatupeouubiii ropmon, 1L-1, 1L-6, 1L-11)
[8]. Takum oOpa3oM, OCTEOKJIACThl BBICTYNAIOT B POJIM KOCBEHHOro (axropa,
CIOCOOCTBYIOIIETO BO3HUKHOBEHUIO U MPOTPECCUU OMYXOJH, B YaCTHOCTH, MPHU
I'KII xocrent y neten.

[Io cytu pnena, SBISSCH MNPOWU3BOJHBIMU TE€MOMOITUYECKON CTBOJIOBOMU
KJIETKH (B OTJIMYHUE OT BCEX OCTAJbHBIX KJIETOYHBIX KOMIIOHEHTOB KOCTHOM TKaHM),
OCTEOKJIACThl HHUKOrAa He 00pa3yroT MOpPQOJOrHyYecKuil cyOcTpaT MEepBUYHBIX
KOCTHBIX omyxoned. HecmoTps Ha 23TO, OHHM SBJISAIOTCS TOJHOIPABHBIMU
y4aCTHUKaMU  HEOIUIAaCTUYECKUX  MPOIECCOB B  KOCTAX, OOYCIOBIMBas
BBIPAKEHHBIN JTOKAJBbHBIA ocTeonuTuueckuit 3 dext. Janubiit 3pdpekt ocobeHHo
BbIpaXXeH NpH rurantokyietounbix nopaxenusx (I'KII) xocrel, omHUM U3 SPKUX
MPEJCTABUTENIEN KOTOPBIX SBISIETCS TUraHTOKIeTouHas onyxoiib (I'KO).

OOHapyxuBasch B OOJIBIIIOM KOJHMYECTBE B OYare MOPAXKEHUS MpHU
PA3IMUHBIX OIMYXOJIAX U BOCHAJIUTEIBHBIX MPOIECCaX, OCTEOKIACThI (TUTAaHTCKUE
MHOTOSIZIEPHBIE KJIETKH) MOTYT HMCKaXKaTh aJeKBaTHOE BOCHPUSTHE HCTUHHOTO
cyOcTpara OnmyxoJid MaToJOTOM U ObITh MPUYUHON OMIMOOYHOTO TUarHo3a.

['KIT xocrei y pered W TOAPOCTKOB NPEACTABIEHBI Pa3IMYHBIMU
MaTOJOTUYECKUMHU TMPOLIECCaMU, KOTOPBIE CIOXKHO IudPepeHIupoBaTh MEKIY
co00OHi, a TakXe BbIOMpaTh COOTBETCTBYIOIME TEpaneBTUYECKUE ONiuu. B
JOCTYITHOM MEAUIIMHCKOMN JIUTEpaType HET YETKUX OIpeeseHUd, 0003HaYaI0IMINX

rpynny «ruraHTOKJICTOYHBIX HOpa)KeHI/Iﬁ KOCTEI. OI[H&KO, O4YCBHUIHO TO, YTO K
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JAHHOM Tpynmne OTHOCSATCA HEOIUIACTUYECKUE U JpYyrue MaToJIOrM4ecKue
MPOIIECChI, MPU THUCTOJOTMYECKOM HMCCIEIOBAHUU KOTOPBIX OOHApyKUBAIOTCS
TUTAaHTCKHE MHOTOSIJIEPHBIE OCTEOKJIACTONO00HBIE KieTKU. K naHHOM Tpymie
MaTOJIOTUYECKUX MPOLECCOB y AETENU OTHOCITCS CIECAYIOIIUE:

1. T'uranroknerouynas omnyxoiib (I'KO).

2. llerpanbHas rurantokierouynas rpanyiema (LII'KT).

3. AnHeBpu3ManbHasi KOCTHasi KUCTa (B TOM YHCJIE, COJIMJIHBIA BapUaHT)
(AKK).

4. Xonapobaactoma (Xb).

5. Meraduzapubiii  pubdpo3nsiii  gedext/Heoccuuuupytomas ¢Gudpoma
(HO®, MD[J).

6. Knaccuueckass octeocapkoma  (BapuaHT  OoraThlii  TUTaHTCKUMU
KJIETKaMHu).

7. TKII xocteit B paMkax CHHIPOMOB (XepyBusM, cunapoMm Adde-
Kammanaun).

8. [pyrue mopaxeHus KOCT€M C TUTraHTOKJIETOYHBIM KOMIIOHEHTOM:
ructuonuto3 u3 kierok Jlanrepranca (I'KJI), «kopuuHeBas» OIyXoJib
pU TUIIEpHapaTUPEOUIU3ME U JIp.

Cpenu HacleACTBEHHBIX CHUHIPOMOB, MpU KOTOphIX Berpewatorcss ['KII
KOCTe MOXXHO OTMETHUTh XEPYBU3M, MOP(POIOrHYecKUM CyOCTpaToM KOTOPOTO
apisitorcst MHOkecTBeHHbIe LK, a Takxke cunapom Hynan u Heiipodudbpomaros
1 Ttuna [73]. MuoxectBenusie M®JI/HO® B coueTaHuu ¢ MATHAMU HA KOXE IO
tuny «kode ¢ monokom» (Café-au-lait spots) BcTpeuarorcs npu cunapome Adde-
Kamnanaum.

MHorouuciieHHble TPYAHOCTH, BO3HHMKaWIIMEe B JauddepeHnnanbHon
JUArHOCTUKE  JaHHOM  Tpymmbl  3a00JieBaHUM  MOCTOSHHO  MOOYXKAaJlu
ucclenoBaTeNied pa3uyHbIX MEIUIHUHCKUX CHEIUaIbHOCTEH (PEHTTEeHOJIOTOB,
XUPYProB, MaTOJOTOB) MPOBOJAUTH CPAaBHUTEIBHBIA aHAIU3 JAHHBIX, JOCTYIHBIN
Ha TOT MOMEHT JJIsl COOTBETCTBYIOIIETO YPOBHS Pa3BUTHUSI MEIUIIMHCKON HAYKHU U

3HaHui. Tak Hanpumep, amepukanckuil natosnor H. Jaffe B 1953 rony Bmepsbie
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onucan HI'KD' xax T'KII, ornuyaromieecss mo HEKOTOPHIM MOP(HOIOTHUUECKUM
npu3HakaMm oT kiaccudeckon ['KO npyrux nokammzanmii. Ilo3xe nosBHIIOCH
MHOT0 padoT, aBTOphI KOTOPBIX ocTostHHO cpaBHUBanu ['KO u LHI'KT no pa3zubim
kputepusam [96]. HecMoTpss Ha HEKOTOpbIE pa3iMuMsl B BO3PACTHBIX TpyMNax,
Mopdooruyeckasi KapTuHa MPpHU JAHHBIX 3a00JE€BAHUSIX MOXKET OBITh TPAKTUUECKU
HepaznuuuMmon. O1o mnocayxwio ocHoBorM cumtath [KO u HI'KDT ogxnum
3aboneBanueM [97]. Onnako, oOHapyxkenue B ['KO myrauuu H3.3 (H3F3A), ue
HaiiienHod B LI'KI, mMO3BONMIO OKOHYATENbHO Pa3TPAHUYUTH JAHHBIC

HOBooOpazoBanwus [71].

1.3 KpaTkasi XapaKTepUCTHKA T'HTAaHTOKJIECTOYHBIX MOPAaKEeHUI KOCTEl
y JeTei.

1.3.1 I'ueanmoxnemounas onyxonw (I'KO).

['urantoknerounas onyxoib (I'KO) — 310 nmobGpokadecTBeHHas, JTIOKAJIBHO
arpeccuBHAasl OIMyXOJIb KOCTH, COCTOSIIas] H3 MOHOHYKJEAPHBIX KJIETOK U
TUTAHTCKUX MHOTOSZIEPHBIX OCTEOKIACTONMOA00HBIX KiIeToK [15]. Mcronbs3oBanuch
W JIpyrHe Ha3BaHMs, KOTOpbIE celuac HE MPUMEHSIOTCS: OCTEeoKJIacToMa U
0CcTe00JIaCTOKIIACTOMA.

brina BmepBbie oOmnucaHa AHTIUKWCKUM MPUIBOPHBIM BpPadyOM-XUPYProM
capom Octiu Kynepom B 1818 rony [1].

Ha pomo I'KO npuxomurcs mopsinka 5% B CTpyKType BCEX OMyXOJeu
koctedt m 20% cpeau 100poKavueCTBEHHBIX HOBOOOpazoBaHMil kocte [123; 132].
Bcerpeuaercs ¢ wacroroid ot 1 mo 6 cinywaeB Ha 10 muH. Hacenenus; B CIIA,
3anagnoit ABctpanuu, SAnonun u llBenuu 3aboneBaeMocTs 1 ciyyail Ha 1 MIIH.
Hacenenus [77]. Coobmaercss o Ooyiee BBHICOKOW 3a007€BAEMOCTH B KHUTANCKOM
nonyisanuu, B kotopoit I'KO cocraBnser mopsaka 20% B CTpPYKType Bcex
onyxoJieil koctel [82]. bonee monoBHUHBI BCEX CIyYaeB PETUCTPUPYIOTCA HA 3-M U
4-1 nexamax >kKu3HHU [75] U peako BcTpedaeTcss B Bo3pacte crapuie 50 jer. Y nun
EHCKOTO ToJia HAaOJII0JaeTCsd HECKOIbKO Yallle, YeM y MYKUMH. Y JeTeil naHHas

OMyXO0JIb BCTpeuaeTcsl KpaiiHe penko (menee 2% ciydaeB) [45], B OCHOBHOM, B
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noApocTkoBoM Bo3pacte. Cuurtaercs, utro 'KO pa3BuBaercss B KOCTSIX 3peliOro
CKeJIeTa C 3aKpBhITBIMU 30HaMM pocTa. Ham ymanoch HailTH eIMHUYHBIE PAOOTHI,
nocsseHHsie onucanuto 'KO y nereir u nmogpoctkoB. Tak, Puri A. et al. [84]
coobmaroT o 17 caywasx ['KO y gereit, 14 u3 Hux Oputn xkeHckoro nonua (82%),
OOJIBIIMHCTBO OIYyXOJIeW pPa3BUBAIMUCh B TUIMHYHOW JIOKaIu3aluu (JJIMHHbBIC
TpyOuUaThle KOCTH) BOKPYI KOJIGHHOTO CyCTaBa, OTKPBIThIE 30HBI pOCTa HE
MPENATCTBOBAIM PACHPOCTPAHEHUI0O HOBOOOpa3oBaHUS W y 3 MAIlMEHTOB ObLI
OTMEYEH JIOKATbHBIN PEeIUINB.

Tounbie npuunHbl BO3HUKHOBeHUS | KO HeunsBecTHbl. [Ipennonaraercs, 4ro
KIETKH  OonyXoidu  (MOHOHYKJIEAapHbIE  CTPOMAJIbHBIE  KJIETKH)  HUMEIOT
ME3CHXMMaJbHOE TMPOHMCXOXJAeHne u  ¢eHotun mpeocteodnactoB. OHH
UHIYUUPYIOT LUPKYJIUPYIOUIME MOHOIUTHI K MUTPAIMU B OYar MOPaXXEHUs C
nocieaywmnien  auddepeHuUpoBKOl B aKTHUBUPOBAHHBIE  OCTEOKJIACTHI
nocpeactBoM cuHTe3a RANK-nuranga. B cBowo odepenb, MOHOIIUTHI COAEpKAT
peuentop RANK [83].

B GonpmunctBe cinydaeB ['KO Bo3Hukaer B MetaduzapHO-3MUPU3APHON
30H€ JIMHHBIX TPyOUaThIX KOCTEW. Y MOAPOCTKOB yaille B oOnacTu metadusza B
HEMOCPEJCTBEHHON OJM30CcTH K ANU@uU3apHOW POCTKOBOM TuiacTuHke [17].
[IpuMepHO TOJIOBMHA BCEX CIIy4aeB PETUCTPUPYIOTCS B 00JacCTH KOJEHHOTO
cyctaBa (OeapeHHas u OonbiieOepiioBas KocTH) [87], cleayOMUMHU 0 YacTOTe
MOPaXXECHUSI UAYT NHUCTalIbHAs 4dacTh JiyueBoil koctu [138] u kpecren. [lo3BoHKH
MOpaXkaroTcsi peJIKo, B OCHOBHOM TEJO0, PEXKE 3aIHUE DJIEMEHTHI. B MIOCKUX KOCTSIX
(JiomaTka, KOCTU Taza) U MeJNKUX KocTax kuctedt u crton 'KO Bo3HuMKaeT oueHb
penko. MHOXECTBEHHBIN XapakTep NOpAXKEHHUs TaK ke He xapakrepeH misd ' KO, B
TaKuX CiydyasX, B MEPBYIO ouyepeib CIEAyeT UCKIIOYUTH TUIEepHapaTUPEOUIN3M
unu 6one3ns Ilemxera [45]. EcTh oueHb penkue HAOMIOJIEHUS, OMUCHIBAIOIINE
I'KO ckara, npuyeM NOATBEPKACHHbIE OOHAPYXEHUEM COOTBETCTBYIOIIEH
myTanuen rena H3F3A [136].

Cpenu KIMHUYECKUX NPOSBICHUMN, 4allle BCEro MPUCYTCTBYIOT OOJEBbIE

OIYLIEHUSI U yBeIudeHUe oObeMa MopaxkeHHOM KocTu. Ecnu B maroimoruueckuit
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MPOIIECC BOBJIEKAETCSI CyCTaB, TO MOTYT BO3HHMKATh apTpPaJrUu, BHIIIOT B MOJIOCTh
CycTaBa U OrPAaHUYECHUE NOABUKHOCTU. IIpu mNopakeHMM MSATKUX TKaHEeW U
HapylIeHUU JOKaJIbHOIO KPOBOOOpAIEHUS MOXKET HAOMI0AAaThCs MOTYEPKHYTas
cocyaucrtast cetb. Kaxnpii mareii nmanueHT ¢ ['KO wumeer mnartosiornyeckuii
nepejaoM Ha MOMEHT oOparieHus [76; 82], XOTs HEKOTOpbIE aBTOPHI MPUBOJAT
HaMHOTO MeHbIue nudpst (5%) [83].

[Ipu pPEHTreHOJOTHYEeCKOM HCCAeI0BaHUU B MeTadu3apHO-3MUpU3apHON
30H¢ (IpU TMOpaXeHUM JUIMHHBIX TPyOuyaThIX KOCTe) OOHapy>KUBaeTCs
AKCIIEHTPUYHBIN JuTHYecKuil ouar (damie 'moth-eaten’ pattern), BHyTpUKOCTHBIE
IPaHUIBI KOTOPOTO (MENYJUISIPHBIN Kpaif) MOTYT ObITh YETKUMH, O€3 BBIPAXKEHHBIX
CKJIEPOTHYECKUX H3MeHeHHH. Omyxoib HE MNPOAYIHUPYET MATPUKC, pa3pyllaet
KOPTUKAJIBHBIN CIIOH KOCTU M YacTO PacCHpOCTPAHSIETCS HA MPHICKAIINE MSITKUE
TKaHu. MoXkeT HabMIoAaThCs MePUOCTaIbHAS PEAKIUs, UHOT/Ia B BUAE HEMOJHOIO
TOHKOTO 00oxaKa. ArpeccuBHble (opmbl nepuoctanbHoi peakuuu npu ['KO, kak
MpaBUJIO, HE BCTpeuaroTcs. [Ipu OTCYTCTBUM KOPKOBOTO CIIOS CIAEPKUBAIOIIUM
AJIEMEHTOM OT PACIpPOCTPAHEHHUS OMYXOJH B OKPYXKAIOIIME MATKUE TKAHU MOXKET
ABJISATHCA HaAKocTHHIA. [lo3TOMY, OTCYTCTBHE PEHTIE€HOJIOTMYECKH BHUIMMOM
BHEIIHEH  TpaHMIBl  OMNyXOJM  €II€ HEe  O3HAayaeT  paclpoCTpaHEHUE
MaTOJIOTMYECKOTO MPOLIECCa B MpUIIeKalue MATKUE TKaHu [ 1].

[Ipu KT-uccnenoBaHuy MOXHO MOJYYHUTH JTOMOJTHUTEIBHYIO MH(DOpPMALINIO
B OTHOIIIEHUU U3MEHEHUN KOPKOBOIO CJIOS, HAJIMYHUS MAaTOJIOTUUECKOTO MeEpeioMa,
OCTEOCKJIEpO3a MO Mepudepuu OMyXxoiu, MOATBEPIAUTh OTCYTCTBUE arpeCCUBHOTO
TUMA TEPUOCTAIbHOW peakuu, a TakKe BBISIBUTh HAJIUYUE KaKUX-THOO
BKJIFOUEHUH [1].

[Ipn MPT-uccinenoBanuu MOXXHO YTOUHUTH CTPYKTYpPY OIyXouu. B pexume
T1 (low signal) nyuie onpenensieTcss MHTpaMenyJUISIPHBIM KOMIIOHEHT. B pexume
T2 (high signal) xopomio Bu3yanu3upyercs BHEKOCTHBIM HEOIIACTHYECKUI
KOMIIOHEHT (mpW OOJBIIMX pa3Mepax oO0pa3oBaHMs), a TakKe KHUCTO3ZHBIM
koMmrnoHeHT (fluid-fluid levels) mo Tumy BTOpmunoit AKK, unu 6e3 ypoBHei

pPasaciacHus )KUAKOCTHOI'O KOMIIOHCHTA pa3H0171 IINTIOTHOCTH.
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Crnenyer TakXke OTMETHTb, YTO METOABI JIy4eBOM IHArHOCTHKM u MPT-
UCCIIEIOBAHUE, MOTYT SIBJIISIThCS WHCTPYMEHTOM HABHUTallMU [IJIsi BBIOJHEHUS
Oouornicun 0Opa3oBaHUA.

[Ipy MakpOCKONMYECKOM HCCIEAOBAHUM HA PACIWIE OMYyXOJb XOPOIIO
OTpaHUYEHA, COYHAsl, KPAaCHOBATO-CEPOTO LBETA. Pa3pymiaeT KOPTUKAIBHBIN CIIOM,
4acTO PACIpPOCTPAHSACh HA MPUJICKAIIME MATKME TKAaHM WIM CycTaB. MoxeT
MMETh KHCTO3HBIA KOMIIOHEHT B BHJI€ MOJIOCTEH, COAEPkKAIIUX KPOBSIHUCTYIO
KUJKOCTD.

[Ipu rucronoruueckom uccinenoBanu ['KO cocTouT u3 ABYX KIETOYHBIX
MOMYJISIUNA: MOHOHYKJI€APHBIX KJIETOK (SIBISIOTCS MOP(HOIOTHUECKUM CyOCcTpaToM
OMYyXOJM) U TUTAHTCKUX MHOTOSIEPHBIX  OCTEOKIACTOMOAOOHBIX  KJIETOK.
MoHoHyKJI€apHbIe KJIETKU KPYIJIOW, OBAJIbBHOW HIJIM HEMHOTO BBITSIHYTOU (POPMBI, C
KPYIJIBIM WJIM OBaJbHBIM SIAPOM, COJIEPKAITUM T'PaHyISpHBIN XpoMaTuH U 1 win 2
SAIpbIIIKa. MUTOTHYECKAsi aKTUBHOCTh B MOHOHYKJICAPHBIX KJIETKAaX MOXKET OBITh
JIOCTATOYHO BBICOKOM, OJHAKO, MATOJOTHMYEeCKUe (OPMbI MUTO30B OTCYTCTBYIOT.
[To MopdoOJOrMYHCKUM XapaKTepUCTHUKAM sJipa MOHOHYKJIEapHBIX KJIIETOK
UJIEHTUYHBl fJIpaM TUTAHTCKUX MHOTOSIIEPHBIX KJIETOK. B HEKOTOpBhIX MOJISIX
3p€HHsI MOHOHYKJICApHBbI€ KJIETKH MOTYT BBITSHYTBIMH, MHOTJA MOKHO
OOHApPYX UTb 30HBI BEPETEHOKIETOYHOTO KOMIIOHEHTA. [ MraHTCK1e MHOTOsIIEpHbIE
KJIETKM MHOTOYHMCJIEHHBIE, ¢ O0ratoi 303MHO(DMILHON IMTOIIA3MOM, B KOTOPOM
MOXeT HacuuThiBaThes Oosiee S50 smep. Ham Betperunock onucanne cinydas ['KO ¢
oOpa3oBaHWEM  CHUMIUIACTOB  TUTAHTCKUX  MHOTOSIIEPHBIX  KJIETOK €
MCEBI0AHAUIACTUYECKUMHU XapaKTEPUCTUKAMHU KJIETOK omyxonu [137]. HMuoraa
BCTPEUAThCSl KPYIMHbIE THMCTHUOIUTHI M KJIACTEpPhl KCAaHTOMHBIX KieToK. Hepenko
peructpupyrorcs kucto3nble u3ameHeHus (BropuuHas AKK), ouaru Hekposza mo
tunmy uH(papKTa, B OCHOBHOM, 0e3 mnepudoKanbHON  BOCHAIUTEIHHOU
unpuibTparuu. B cocymax nepudepuueckux OTIENOB OMYXOJIHM MOXKHO
OOHApPYX UTh OIYyXO0JIEBbIE AMOOJIbI, KOTOPBIE HE BIUSIOT HA MPOrHO3 3a00JIeBaHUS.
N3 Gonee penkux MophOIOTHYECKUX HAXOJAOK MHOTIA YIaeTCsl HATH HEOOMbIIne

30HBI OCTEOMJIa WJIH PEaKTUBHOTO  KocTeoOpazoBanus [45]. JlaHHOe
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00CTOSATENILCTBO MOXHO OOBACHUTH TEM, YTO MOHOHYKJIEapHbIE CTPOMaJIbHbIC
KICTKH  HMMEIT  mpeocTeobnactuueckuit  denorun  [83]. B owarax
METACTaTUYECKOT0 MOPAXKEHUS (Yallle BCEro B JIErKUX) HAOMI0AaeTCsl aHAIOTHYHAs
TUCTOJIOTHYECKAs KapTUHA.

[Ipy UMMYHOTMCTOXMMHUYECKOM HCCIEJOBAHUM MHOTOSIIEPHBIE KIIETKU
skcnpeccupyror CD68, CD45, CD33, CDI14, TRAP, Cathepsin K, p63 wu
Calcitonin [9; 83; 130].

Ecte paboThl, aBTOpPHI KOTOPBIX OINKCHIBAIOT PA3TUYHBIE XPOMOCOMHBIE
abepparnun npu ['KO. B ocHOBHOM, 3TO T€JIOMEpHBIE acCOIMAIINK, BOBJICKAIOIINE
HECKOJIbKO XpOMOCOM. 3aMEU€HO, YTO HECTAOMILHOCTh TEHOMA C TPAHCIOKAIUSIMU
1,2, 11p, 12, 18p, 13p, 15p u 19 xpomocom nipu ['KO Hanpsimyro KOppenupyeT ¢
arpeCcCUBHBIM KJIMHUYECKHUM IOBeAeHUEM omyxoi [9; 109].

B 2013 romy Sam Behjati et al. BmepBble omnmyOJIMKOBaIM JaHHbBIC
uccinenoBanusi 0 Hanuuuu apaiiBepHbix mytaruid npu ['KO (H3F3A) u Xb
(H3F3B) [92]. KonnektuBoM aBTOpOB ObLTO MoOka3zaHo, uTto 92% I'KO (49 u3 53)
Hecyt wMyrtauuto H3.3 B H3F3A, npuuem TOABKO B HEOITACTUYECKUX
MOHOHYKJICApHBIX KJeTkax. [Ipu wuccrneqoBaHMM THUTAHTCKUX MHOTOSIEPHBIX
kieTok B ['KO, reneTnueckux mojioMOK 0OHapy>KeHO HE ObLIO.

Huddepennmansuas nuarnoctuka ['KO mnpoBoguTcs mpexae BCEro ¢
npyrumu ['KII xocteit — AKK (mpexne Bcero ¢ conuansiM Bapuantom), LK,
MO®OJ/HO®, Xb wu KiaccHuueckoil ocreocapkoMoi (BapuaHT Oorarblid
TUTAaHTCKUMU KJIETKaMH).

CymectByer  Heckoibko  omumil  gns jaedenns [KO.  Cawmbiid
pacpOCTPAHEHHBIM XUPYPrUUECKUI METOJ JEYEHHsSI — 3TO Kropertax [134], npu
BBIIIOJIHEHUH KOTOPOI'O JIOKAJIbHBIA pPELMIMB ONMyXoaHu HaOmogaercss B 25-50%
ciay4daeB B TeueHHue nepBbix 3 net [17; 82; 135]. [Ipu BbIMOTHEHUN paguKaIbHOU
PE3EeKINH YAAETCSA AJOCTHYD JIOKAIbHOTO KOHTPOJISI OMYXOJIM U CHUKEHUS YACTOTHI
peunauBoB 10 0-5%, OIHAKO, 3TO CONPSIKEHO C PUCKOM XHPYPrUUECKUX
ocinoxHennit [82]. B peakux caydasx (oT 1 1o 6%) BO3MOXKHBI MeTacTa3bl B

JIETKUE, KOTOPBIE MOJJIEKAT XUPYPrUUECKOMY yaaneHuto [77]. MOXHO BCTPETUTh
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€IMHUYHBIE OMNUCAHUS METACTAaTHYECKOTO TMOPaXEHHs] TE€YECHH, OpPraHoOB
CPEIOCTEeHUS, AOPTAJbHBIX JUM(ATUUECKUX Y3JI0B, KOXXKM M MOJOYHBIX Keje3
[131]. WnaTepBanm BpeMEHH OT MOMEHTa XUPYPrHYECKOTO BMEIIATEIbCTBA I10
noBony I'KO wu oOHapyxkeHHEeM METacTa3oB B JIETKUX MOXET 3HAUYUTENIbHO
BApbUPOBATh OT HECKOJIbKUX MecsleB a0 Oonee yem 10 ner. Tem He MeHe, B
OOJIBIIMHCTBE CJIy4ae€B METAacTa3bl BBISBIAIOTCA B TEUEHUE MEPBBIX TpEX JIET.
MoxHo HaiiTu onucanus peakux Haomogenud ['KO ¢ wmeracrazamu B
nuM@aTudecKue y3ibl, IE€YE€Hb, TOJOBHOM MO3T, MSTKHE TKaHU, MOYKH,
cpenoctenue [78]. B ciaydasx Oonblmioro o0beMa OIMyXOJHM U HEBO3MOXHOCTHU
MPUMEHUTh XUPYPTUUYECKUE METOAbI JICYEHHS HA IEPBOM 3TaNe, MPUMEHSIETCS

nenozymao [132].

1.3.2 llenmpanvuasn eueanmoxnemounas epanyiema (L{I'KT).

[lentpanbHast  rura"TokieTrouHas  rpanyiema (III'KI) —  »a10
N00pOKAUYECTBEHHOE BHYTPUKOCTHOE TUTAaHTOKJIETOYHOE MOpa)KeHHe (OmyXoiib),
HanbOoJiee XapaKTepHOE I BEpPXHEH W HWKHEM YEITIOCTH W MEJIKUX KOCTEH
100aBOYHOTO CKeneTa (KUCTH U cTombl) [17; 64].

'K B cTpykType Bcex A0OpOKAuYECTBEHHBIX OIYyXOJIeH dentocTen
cocraBiisieT nopsiaka 7%, BcTpedaeTcss ¢ yactotod 1,1 Ha 1 muH. HaceneHus B
oOieit momymnsiuuu [74].

brina BnepBble ommucaHa B BepxHel yemtoctu matosiorom H. Jaffe B 1953
roay [67] kak HeomyxoneBoe nopaxenue, ornyaromeecsa ot ['KO. [decsatunerue
ciyctss Ackerman u Spjut onrcanu 2 mo100HBIX ciiy4asi B hajaHrax najiblia KUCTU
MoJ, Ha3BaHHEM «TUTraHTOKJeTouHas peakuus» [68]. B 1980 romy Lorenzo and
Dorfman onucanu 8§ ciaydaeB THMTaHTOKJIETOYHOM TpaHyJieMbl C TMOpaXKeHUEM
MEJIKUX KOCTeH KHUCTed W CTOm W J00aBUJIM K OINPEACIICHHUIO CIIOBO
«penapatuBHas» [69]. beuto moctynupoBano, uto LII'KI' He sBisieTcs] HCTUHHOM
OMyXOJIbI0, a TpPEACTaBIsieT CcO0O0M pEaKTUBHBIM BHYTPUKOCTHBIM Mpolece,
BO3HUKAIOUIUNA BCJEJACTBUE BHYTPUKOCTHOTO KpPOBOM3IHUSHUS. XOTS, (akt

MPEIIECTBYIOMIEN TpaBMbl KOHCTaTUpoBaycs naineko He Bcerga [70]. Ilocne
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nyonukanuu paboTel Sanerkin et al. [50] B 1983 roay, KoTopblii BiepBhI€ OMUCAI
conmuaublii Bapuant AKK, MHorue wuccinenoBaTenn He OOHApYKMBaJIM HHKAKHX
cymiectBeHHbIX pasnuuuii ¢ LII'KI', B Tom uucie u rucronornueckux. [loatomy, no
HEJIABHETO BPEMEHHU 3TH TepMUHBI (conuanblil BapuanT AKK u rurantokieroynas
rpaHyJjieMa) CYUTAIUCh CAHOHUMAaMHK, 0003HAYAIOIIMMU OJHO U TO ke MOPaKEHUE.

Jlns o0o3HaueHUs] JAHHOM MATOJOTMM MOTYT MTPUMEHSITBCA W Jpyrue
Ha3BaHUA: THUTAHTOKIETOYHAS pPEaKUus, TWUTaHTOKJIETOYHAas penapaTuBHas
rpanyJyieMa. Tak Kak, OTHON U3 W3MIO0JIEHHBIX JIOKAIU3ALUK SBISIOTCS YEIIOCTH, B
kinaccupukanun BO3 nmanHoe 3a0oneBanHue 0003HaYeHO Kak «lleHTpanbpHas
TUTAHTOKJIETOYHAS TPAHYJIEMAaY.

HI'KT ¢ mopaxeHueM 4entocTeld MOKET BCTPEUaThCsl MPAKTUYECKH B TIOOOM
Bo3pacte (ot 2 no 80 ner), ogHAKO, OOBIYHO BCTpEUAETCs y AETEH U MOJPOCTKOB
(mepBble ABE AeKaabl KU3HU), TpeoOiagaroT HAOMIOAEHHUS C BOBJICYCHHEM B
MaTojoruueckuil mpouecc HuxHed uemoctu (mo 70%). B maromoruueckuit
MPOIIECC BOBJIEKAIOTCS OOBIUHO MEPEAHUE OTAEbl YentocTHbIX kocTed [110]. He
UCKJIFOYEHBI W JApPYrue JIOKanu3alnuu (JI0OHas W 3aThUIOYHAsT KOCTH, MO3BOHKH)
[72]. CunTanoch, 4TO MOPAKEHUE MEJIKUX KOCTEH KUCTEH M CTON BCTPEYAIOCh B
0oJiee cTapIIMX BO3PACTHBIX rpynnax (pansaHru naiableB, KOCTH MACTH U 3aMsCThs,
IUTIOCHBI U TipeAruitocHbl) [15]. CooTHoIllIeHHE MOJIOB B MOJB3Y *KEHCKOTO B JBa
paza (2:1).

Knuandeckue  mposiBieHHss  OOBIYHO ~ OTPaHUYUBAIOTCS  OOJIEBBIMU
OIYLIEHUSIMU U Kan00aMH Ha yBeIUYeHUE 00beMa MOpakeHHOM yacTu Tena. Ecnu
HI'KT" nokanu3yeTcsa B BEPXHEN YEIIOCTU M PACIPOCTPAHAETCA Ha IMOJOCTh HOCA,
MOKET MIPUBOJIUTH K 3aTPYAHEHUIO HOCOBOTO JBIXaHUS, HOCOBBIM KPOBOTCUCHUSIM,
MOTEpPE YYBCTBUTEIBHOCTU K 3amaxaMm U ToJoBHOM Oomnu. Ilpy BOSHUKHOBEHUU B
YEeNIOCTSIX MOryT ObITh jAedopmanuu 3y00B W aHoManuu mnpukyca. [lpu
Bo3HUKHOBeHnn [[I'KI' B pamkax CHHIpOMAa MOTYT MOPHUCYTCTBOBATH
JNOTIOJTHUTEINIbHBIE KIIMHUYECKUE NMPU3HAKHA, XapaKTEpPHbIE JJIs1 JaHHOTO CHHAPOMA.
Nuorga HI'KT' mMoxkeT SBAATHCS CAydailHOM HaxoAKOW MpU OOCIEAOBaHUU MO

MOBOJY JPYTrMX MpuUYuH (TpaBMma, 3yOHas Oonb u T.4.). B psane ciyuaes,
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MOPAXXECHUE MPOTEKAET arpecCUBHO, XApAaKTEPU3yeTCs HMHBA3UBHBIM POCTOM H
YacThIMM JIOKaNbHbIMU peruauBaMu. Onucansl ciydan LI'KIT mosmoctu HOca ¢
WHTpAaKpaHWanbHOW wWHBa3uen y 10-merHerr mnanuenTtku [65]. VYuwuThiBag
BBIIIIECKa3aHHOE, HEKOTOPhIE aBTOPHI BBHIACISIOT HEArpecCUBHOE (B OOJIHIIIMHCTBE
ciiydaeB) u arpeccuBHoe kauHuudeckoe teuenue [[I'KT [110].

[Ipu  pentreHonornueckom  ucciaenosanun  LI'’KI'  mpexacraBiena
JUTHYECKUM XOPOIIO OTPAHHUYEHHBIM O4arom, 4acTO BBIXOJAIINM 33 HOPMAJIbHBIE
aHaromuueckue rpaHunibl koctu (expanded). Pasmepst oOpa3oBaHus MOTYT
BApbUPOBATh B IIMPOKUX Mpenenax, oT 5 MM (ciayuaiiHas Haxojnka) 1o 10 cM u
oonee. KopTukanbHbli CIOM, Kak MpaBWIO, HE HApYIIEH, HO MOXET ObITh
UCTOHYEH U (QokanbHO 3po3upoBaH. I[lepuocranbHas peakiusi OOBIYHO HE
ompenenseTcs WiM OOHapyKUBaeTcsi B BHUJIE€ 000/1Ka, HEMNPEPHIBHOTO THIIA.
Bogiiedenust B naToJIOrM4eCKUil Mpoliecc MPUIeKAIINX MITKUX TKaHEH OOBIYHO HE
OTMEUAETCsI, HO HE HCKIKYEHO IMPU AarpeCCMBHOM KIWHUYECKOM TEUYEHUHU
3aboneBanusi. OOpa3zoBaHUEe MOXKET ObITh CENTUPOBAHHBIM, a TAKXKE COJIEPKATh
KUCTO3HBIN KOMIIOHEHT 10 Tuiy BTopuuHOoM AKK. IIpu Bo3HukHOBeHuu LII'KI' B
YEIOCTSIX HMHOTJA yJaeTcs OOHapyX uTh JedopmMaruio 3yO0OB W HapylUIeHUE
(dhopmMupoBaHUs MPUKYCA.

[Ipu KT-uccrnenoBanuu onpenensieTcss XOpouo OrpaHUYCHHBIN JINTUYECKUN
TUMOBACKYJISIPHBINA 0Yar, 1Mo MIOTHOCTH OJU3KHUI K MBIIIIEYHON TKaHHU.

[Tpn MPT-uccinenoBaHuy BbISIBJISIETCS] THHOMHTEHCUBHBIN curHaI B T1 u T2
pexKnMax.

Makpockonuueckoe uccinenoBanre. Ha  pacnumax — (cpe3ax) —ouar
MOPAXKEHUS, KaK MNPABWIO, XOPOIIO OrPAHWYEH, COJUIHBIA CEPOBATO-KPACHOTO
[BE€TA4, C Y4YaCTKaMHU KpPOBOM3IUAHUKA. B  OTHENBbHBIX Claydasix MOMKET
IIPUCYTCTBOBATh KUCTO3HBIM KOMIIOHEHT 110 TUIly BTopuyHOi AKK.

[Ipu rUCTONOTMYECKOM HCCIENOBAaHUU OOpa30BaHUE MMEET OTHOCUTEIIBHO
YETKYI0 TpaHWIly, HHOrJa B TmepudepuuecKkux 30HaX BCTPEUAIOTCS OdYaru
PEaKTUBHOIO KOCTeOoOpa3oBaHUs B BHUAEC HE3peiIoll rpyOOBOJOKHHCTOM KOCTHOM

tkaHu. CocTout u3 BBITSIHYTBIX BCPCTCHOBUIHBIX KIICTOK, sAApPa KOTOPBIX TAKIKC
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BBITAHYTOU (opmbl. KileTku mMoryT GopMupoBaTh XaOTUYHO PACIOJIOKEHHBIE B
MPOCTPAHCTBE  IMYYKU. MEXKKIECTOYHbIA MATPUKC  KOJUIAT€HU3UPOBAHHBIM.
MuTtoTnyeckass aKTUBHOCTh HM3Kasg WIM HE onpeaensercs. HekoTopsie aBTOPHI
cooOmawT, uto BepereHoBuaHble kietkn npu UI'K[T  aktuBupyror
mudPepeHIUpOBKY MpeanecTBeHHUKOB octeoknacToB depe3 RANKL/RANK
MexanusM [110]. IToaToMy, OJHUM K3 MOCTOSIHHBIX TMCTOJIOTUYECKUX MPU3HAKOB
HI'KT  sBnsiercss  OOHapy»E€HUE  KJIACTEPOB  TUTAHTCKUX  MHOTOSIEPHBIX
OCTEOKJIACTOMOMO0HBIX KIIETOK, KOTOPbIE UMEIOT TEHACHIIUIO K HEPABHOMEPHOMY
paclpeieNieHUI0, Yallle KOHIEHTPUPYIOTCS BOKPYT O4aroB KpPOBOM3IUAHUN. HacTo
BBISIBIIIFOTCSL  DKCTPABA3aTHBIE  SPUTPOLUTHI, TPaHydbl TE€MOCUIAECPUHA U
remocusiepodaru (Xopouo BHUAHBI MpPU OKpacke Ha »xene3o no llepicy). B
HEKOTOpPBIX  ydacTKax MOeT ObITh OOHapykeHa ciaab0  BBIpaKE€HHas
BOCMAJIUTENbHAS UHDWIbTpALs, B OCHOBHOM, 3a CUET JIUM(QOIUTOB.

HOna HI'KDT He cymectByeT omnpeaeiaeHHoro uMMmyHodeHoTuna. B
HEKOTOPBIX JIMTEPATYPHBIX HCTOUYHMKAX MOYKHO HAWTH CBEACHUS O MO3UTHUBHOMU
peaknuu ¢ p63 Ha BEPETECHOBUAHBIX KJIeTKax (HE SBIAETCSA CHEIU(PUIHON TOJIBKO
st LII'KT). T'wrantckue MHOrosiiepHble KJIETKH 3kcrpeccupyior CD68 [66],
Macrophage.

B goctynHbIX nuTEpaTypHBIX HUCTOYHHUKAX HaMH HE OOHApY>KEHO
MHpOpMAIIU O KAKUX-JTHUOO0 XPOMOCOMHBIX WJIM T€HOMHBIX monomkax npu LII'KT'.
B 2014 rony uccnenosarenu u3 Benukooputranuu Adrienne M. Flanagan u Paul
M. Speight ony6nukoBanu crateio «Giant Cell Lesions of Craniofacial Bones», B
KOTOpPOU KPATKO M YJJa4HO CYMMHUPOBAJIH MOCIEIHUE 3HAHUS O TUTAHTOKJIETOYHBIX
MOPaXCHUSAX KOCTEH, B TOM YHCJIE O TeHeTHUeCKuX abepparusax [71]. OHu Takxke
He Hauuu re”Hetudyeckux nedexroB B pamkax rpynmsl [[I'KI. Oanako, ynanock
yeTko renerudecku pasrpaHuuuth ['KO (H3F3A p.Gly34Trp), HI'KI' u AKK
(t(16;17)(q22;p13)) u yOeauTenbHO MOKa3aTh, 4YTO HTO aOCOJIOTHO pa3HbIe
HOBOOOpAa30BaHUSI.

Huddepenumansuas guarHoctuka I[I'KTT mpoBomutcs ¢ apyrumu ['KII

('KO, AKK, TKIJI), a Takke c ¢uOpo3HON aucIia3ued, OBEHUIBHOU
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occupunupyromeit GudépoMoit u TPyHmod OJOHTOTEHHBIX OmyXxoJjed (mpu
JOKaNM3aliU B YEIIOCTSX).

OcHoBubiM MeTonoM JieueHust LK sBnsercs xupyprudeckuit. O6bem u
BHIOOp TAKTUKHU JICUEHUS 3aBUCIAT OT PaCHPOCTPAHEHHOCTH MOpakKEeHUs,
JOKalu3aluy, BO3pacTa mnanueHta u Jpyrux QakropoB. I[lpumensiercs kak
KIOpeTTaXX, TaK W paJuKalbHas pe3eknus oOpazoBanus en block. Ilpumenstor
BBEJCHUE  KOPTUKOCTEPOUIOB B  oyar mnopaxeHus. CyliecTBYIOT U
TEepareBTUYECKHE METOJbl  JiedueHus (mpueM mpemnapaToB,  COAEpKaIIUX

KaJIBIIUTOHUH) [74].

1.3.3 Anespusmanvras kocmuas kucma (AKK).

AneBpusmanbHas koctHas kucta (AKK) — 3To nokanbHO JE€CTpYKTHUBHOE
N00pOKAUYECTBEHHOE HEOIUIACTUYECKOE TMOpaXEHUE KOCTH, COCTOSIIEe u3
MHOECTBA KUCTO3HBIX MOJIOCTEM, 3aIIOJJHEHHBIX KPOBBIO [15].

Bnepseie Obuia omucana B 1942 romy Jaffe m Lichtenstein [44]. Ounu
aHAJM3UPOBAIM CIy4au MPOCTOM KOCTHOW KHUCTBHI M 2 U3 HUX HE BIUCHIBAJIUCH B
ATO OMNpeJEeNeHNe TaK KaK «B3IyBaJIM» KOCTh Ha PEHTTEHOrpaMMe€ U COAEp KU
MHOXECTBEHHBIE TIOJIOCTH, 3aIlOJIHEHHBIE KPOBBIO MpPH MATOMOP(POIOTHUYECKOM
uccienoBanu. Ilo3xe oHM coOpamu  Oosblliee  KOJWYECTBO  IMOJOOHBIX
HaOJIIOJIEHUI, YTO TMO3BOJWIO OKOHYATEIbHO pa3[CiUTh TMOHITUE MPOCTOU
KOCTHOH (OJTHOKaMEPHOM) M aHEBPU3MAIbHON KOCTHOM KHCTHI. Jl0 3TOr0 COOBITHS
WCIIOJB30BAIUCH PA3IMYHbIE TEPMUHBI 171 OOO3HAUYEHUsS JAHHOW MAaTOJOTHH,
Harnpumep, «aTunuyeckas TUTaHTOKJIETOYHAS OMyXO0Jb KOCTH,
«cyOrnepuocTanbHasi TUTAHTOKJIETOUYHAS OMYXOJby», «J100pOKaYeCTBEHHAsI KOCTHAs
aHEeBpU3Ma» WU «occUPUUHUPYIOIIast remaTomay [46].

ODTHOJNIOTHST W MAaTOT€HE3 JaHHOM OMyXOJHW OCTalTCSd [0 KOHIA He
M3YyUYCHHBIMH 10 HacTosimiee Bpemsi. CyIIeCTBYeT JIMIIb HECKOJBbKO TEOpUi
Bo3HUKHOBeHUS AKK, yd4uThIBaIOmMX BIMSHUE PA3IMUYHBIX MPEAPACTIONATAIOIINX
(hakTOpOB (JTIOKAJTBHBIX COCYAUCTHIX, TPABMATUYECKUX U reHeThueckux). Haubomnee

paclpoCTpaHEHHOM [0 HEJaBHEr0o BPEMEHH OblIa THIOTE€3a O JIOKAJIbHBIX
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COCYIMCTBIX HAapyUIEHUSIX B KOCTHOM TkaHu. CUUTaNOCh, YTO HapyUIECHUE
MUKPOLIMPKYJISIIUA ~ TPUBOJUIIO K TOBBIIIEHUIO BEHO3HOTO JIaBJICHUS C
MOCIIEYIONIEN quilaTauend cocy10B U Bo3HUKHOBeHUIO AKK [47].

Yacrora BeisaBienuss AKK B o6mieit nonynsauuu 0,14 va 100000 HaceneHus.
B ctpykrype Bcex HoBooOpa3zoBanuii kocteit Ha AKK npuxoautcs ot 1% [43] no
9,1% [42].

Bripenstor nepsuunbie u BropuuHble AKK. IlepBuunoii cuutaercs AKK B
KOTOPOW HE BBISBJIEHBI NMPU3HAKH WHOW omyxosin. Bropuunoit cumraerca AKK,
KOTOpasi SIBJISETCS JIMIb JJIEMEHTOM B CTPYKType APYrol OMyXoilu KOCTHU
(manmpumep, Bropuunasi AKK npu I'KO, xouapobnactrome u ap.) [59]. Ha nomro
nepsuuHor AKK npuxomutcsa ot 50 no 70% cnydaes, Ha qoit0 BTopuyHOM 30 —
50% [45]. B manHHOM KOHTEKCTE peub N0 yMoiayaHuio uaer o neppuuHol AKK,
KaK O CaMOCTOSITEJIbHOM HO30JIOTUYECKON €IUHUIIE.

Moxer HaOmOAaThECA BO BCEX BO3PACTHBIX IMEpUOJaX, OJAHAKO, Hamboliee
4acTo BCTpevaeTcs y Aeted u noapoctkoB (10 80%), HECKOJIBKO peke BCTpeUYaeTCs
y neteil B Bo3pacTe muiaaimie 5 jeT. PacmpeseneHue mojioB MpUMEPHO pPaBHOE.
YacTp aBTOPOB MUIIYT O HE3HAUUTEIBHOM MPEOOalaHUU JIUI[ KEHCKOTO ToJia
cpeau 3a00J1eBIINX ¢ cooTHOomeHueM 1:1,3 [43].

B naronoruueckuii nmpoiecc MOryT OBITh BOBJICUEHBI JIOObIE KOCTH CKEJIETa,
HO 00biuHO AKK BO3HUKaeT B 30He MeTadU30B JJIMHHBIX TPyO4yaThIX KOCTEU
(6benpenHas, OompiiedeprioBas M IUiedeBas KocTu), coctaBimsis 50-60% (40%
MPUXOJUTCS Ha JJIMHHbIE TPyOdaThle KOCTU HIKHUX KoHeuHocTed u 20% Ha
JUIMHHBIE TpyOuaThle KOCTH BEPXHUX KOHEUHOCTeH). YacTo MOXKHO BCTPETUTH
MopakeHUue 3aJHUX AJIEMEHTOB MO3BOHKOB (20-30%), MeNKUX KOCTEeW KHUCTEH U
crom [57; 61], a TakKe TJIIOCKUX KOCTEN ckenera (KOCTU Taza, jomarka). B xocTsax
yeperna M 4elroCcTaX perucrpupyercs peako. Ecte egunnunbie onucanus AKK
MSTKUX TKaHEH (dKCTpacKeleTHas JIoKaauzalms) [56].

HaunbGonee mnocTostHHbIMU KIWHMYEeCKUMH mposiBieHusiMu 1npu  AKK
ABJISIIOTCSL  OOJIEBBIE OIIYIIEHUS W yBEIUWYEHHE O00beMa MOPaKEHHOU KOCTH

(KOHEYHOCTH), B YacTH Ccly4aeB MOXeT QopmupoBaThesa aedopmanus. Ecnu
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ONyXOJIb PACHONAraeTcss B TIO3BOHKAX, MOXET IPUCYTCTBOBATh JIOKAJIbHA
HEBPOJIOTUYECKAsi CAMIITOMATHKA.

[Ipr pEeHTTEeHOJOTHUYECKOM HWCCIEAOBAHUN BBISBIAECTCA SKCUEHTPUUYECKUN
JUTUYECKUN oOdYar MOpa)KeHWs, KaK TMPaBWJIO, BBIXOMSIIMI 3a HOpPMAaJIbHbBIC
AHATOMUYECKUE TPAHUIBl KOCTH, C HCTOHYEHHEM KOPTHKAJIBHOTO CIIOS, HA
OOJIbIlIEeM TMPOTSHKEHUH XOPOIIO OTPAHUYEH 3a CYET TOHKOIO CKJIEPOTHYECKOIO
«obonka» (mepuocTajgbHas peakiys). TOoJIMHa JaHHOTO «000/Ka» 3aBHUCHT OT
TEMIIOB POCTa OIMYyXOJIM, YeM MEJIJIEHHEE POCT, TEM OOJbIIE TOMIINHA U HA0OOPOT.
[Ipu nokanbHO arpeccuBHoM moBeneHun AKK MoxHO HaOmomaths paspylieHue
KOPTUKAJIBHOTO CJOSI KOCTH, a TaKXKe YYacTKH «IOTEpU» TpaHUIl OMyXOJdu B
NpUIeKAIIUX  MSATKUX  TKaHAX. HekoTopeix ciydasx XOpoOWIO BHUIHA
CENTUPOBAHHOCTh OOpa30BaHUs, MO3TOMY, HEKOTOPHIE aBTOPhI MPUMEHSIOT st
ONMCAHUSI PEHTTEHOJIOTUYECKON KapTUHBI TEPMUH «MbUIbHBIE My3bIpu» [42]. [Ipu
OoNbIIUX O00beMax MOPAKEHHS OMyXOdb MOXET pa3pyliaTh POCTKOBYIO
IJIACTUHKY, PAacOpOCTpaHssiCh Ha J3nudu3 ¢ MOCIeayIoled AecTpyKiuen
CyCTaBHOTO Xpsimja. TakoW «arpecCUBHBIN» XapaKTep IMOBEACHHS [I€JIaeT
HeooxoauMbiM auddepennuporath AKK ¢ I'KO u octeocapkomoii.

[Tpu KT-uccnenosannu ooJee 4eTKO BUIHBI TPaHULBI u
pPacrpoOCTPaHEHHOCTh OITYXOJIM, YTO TO3BOJsIET OOJiee AETAIbHO CTaIUpOBAThH
naronoruueckuit mpoiecc (Enneking staging system).

[Ipu MPT-uccregoBanuu XapakTepHO OOHAPYXKEHHUE MHOKECTBEHHBIX
ypoBHel xkuakoctu (fluid-fluid levels) B pexume T2 BcieactBue pasieneHuUs
KOMIIOHEHTOB ~ KpPOBM M HUX  pa3IM4HOM  CyMMapHOM  TUIOTHOCTHU
(ceiBOpOTKa/(hOPMEHHBIE 3JIEMEHTHI).

[Ipu  makpockonuueckoM  ucciaegoBanum  AKK  BeIrmsagur — Kak
MYJIbTUKUCTO3HOE OO0pa30BaHUE, TOJOCTHU KOTOPOrO 3alOJHEHBl KPOBBIO.
['panunel 00pa3oBaHUsl OTHOCUTENBHO 4eTkHe. Ha OTAeapHBIX ydacTKax MOKET
paspyliaTh KOPTHUKAJbHBIM  CIIOMW KOCTH, BBIXOAS 32 €€ HOPMAJIbHBIE
aHaromuueckue rpaHunbl. CenThl, pa3feislolIe TMOJOCTH MOTYT  OBbITh

BapI/Ia6eJIBHI)IMI/I IO TOJIIHUHC. BCTpe‘IaIOTCH COJIMAHBIC YYAaCTKH, KOTOPLIC
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cieayeT 00s3aTeibHO OpaTh B MCCIEAOBAaHUE B MOJTHOM 00BEME JJISI BO3MOXKHOTO
OoOHapy»XeHUsI MHOM ONMyXOJdu U HCKItoueHus BTopuuHoro xapakrepa AKK. B
peIKHX CIydasXx MOXKET MpeodnagaTh COJHMAHBIA KOMIIOHEHT, MpeobiiagaHue
KOTOPOTO HaJl KHUCTO3HBIM TPEACTABISECT 3HAYUTEIbHBIE CIO0XHOCTH B
nuarHoctuke. [Ipu Takux HaOMIOACHUSAX Ha MapalyIedbHBIX pachuiax (cpes3ax)
npeobiiaiaeT coauHas KpaCHOBATO-PO30Bask TKaHb.

Beigenstor nBa rucronormyeckux Bapuanta AKK: knmaccnueckuin —
KUCTO3HbIM (cocTaBisier mnopsiaka 95% cinywaeB) u  comuasnsii  (5%), B
3aBUCUMOCTH OT MPE00JIalanus TOTO UM MHOTO KOMIOHEeHTa [43].

[Ipn TrUCTOIOTHYECKOM HCCIEIOBAHUU OIyXOJb XOPOIIO OrpaHUYECHA,
COCTOUT U3 KHUCTO3HBIX MOJIOCTEH, 3aMOJHEHHBIX 3puUTporuTamMu. CTEHKH TaKHUX
MOJIOCTE HE COAEPKAT IHAOTEIUAIBHBIX KJIETOK. CEeNnThl MPEeICTaBICHBI 3PEJIOn
COCIMHUTEILHON TKaHbIO, COCTOSIIENH M3 BBITAHYTHIX (HUOPOOIACTONOTOOHBIX
kieTok. [Ipudem, KiaeTouHasi TUIOTHOCTh OTJAWYATHCS B PA3IUYHBIX MOJISAX 3PEHUS.
MuroTruueckasi akTUBHOCTh MOXKET ObITh OT MUHUMAJIBLHON 10 YMEPEHHOM, HO MpHU
9TOM, HE OOHApPYXKUBAETCS MATOJIOTUYECKUX (UTYp MHUTO3a U IPU3HAKOB
KJIETOYHOM aTtunuu. JIerko MOKHO HalTH OYarm «peakTHUBHOTO» OCTEOreHe3a B
BHUJIE HE3PEINIbIX TpadeKysl TrpyOOBOJIOKHUCTOM KOCTHOM TKaHU HENMpPaBUIbHOU
dbopmbl Ui (HOKYCOB OCTEOHIa, OOBIYHO B OKPYKEHUU MPOTIUdEpUpYIOMNX
KJIIETOK OCTe00JIaCTUUECKOTO psAna. B ogHoll TpeTu ciiyyaeB OOHapyKUBarOTCS
CTPYKTYpbl HEPAaBHOMEpPHOM MUHEpaIu3alliu, TaKk Ha3zbiBaemble «blue boney, Tak
Kak oOKpamuBaroTcs Oa3opuibHO. Takas Haxoaka He SIBISETCS CTPOTO
cneuuduynoit ana AKK, Tak kak MOXET BCTpeudaTbCsl MPU APYTUX OIMYyXOJIfX.
[IpakTHyecku BO BcexX HAOMIOJEHUSX MOKHO BBISIBUTH JEMO3UTHI TEMOCHACPUHA U
HeOOoJIbIINE CKOTUICHUSI reMocuiepodaroB (Jydille BUIHBI PU OKPACKe Ha KeNe30
no Ilepncy), a Takxke ouaroBble KpoBOW3HsHUS. Ouard HEKpo3a MOTYT OBbITh
BBISIBJICHBI NPU HAJIMYKU B aHAMHE3€ MaTOJIOTUYECKOr0 IepesioMa.

OmHMM W3 NOCTOSIHHBIX rucrojiorndeckux mnpusHakoB AKK saBnsercs
BBISIBJICHUE TUTAHTCKUX MHOTOSIZIEPHBIX OCTEOKJIACTOMOIOOHBIX KIETOK, KOTOpPbhIE

MOTYT paclpenensiTcs HEpaBHOMEPHO, MECTaMHu o0pa3ys Lelble Kiactepbl. B
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Cllyyasix, Korja npeooyiafaeT COJUIHBIA KOMIOHEHT U MPU HAJIUYUHU OOJIBIIOTO
KOJIMYECTBAa TUTAHTCKUX MHOTOSIICPHBIX KIETOK, BO3HUKAIOT TPYJHOCTH B
muddepenumansuon nuarnoctuke ¢ aApyrumu I'KII, B vactHocTH, ¢ 'KO u HI'KT.
JlanHOe OOCTOSITENHCTBO MOXKET OBbITh NPUYMHON TPyObIX JUATHOCTUYECKHUX
OITMOOK U HEMPABWIILHOM JIeueOHOM TaKTHKH.
Bnepssie Tepmun «conuanbiid Bapuant AKK» npumenun B 1982 rony N.G.
Sanerkin et al. [50] nns onucanus 4 ciyyaeB (3 ¢ mopakeHUEM IMO3BOHKOB U 1
peueTyaTol KOCTHU), B KOTOpPbIX MoOpdosiornyeckass KapTHHA HalOMHUHAJIA IO
CTpOeHUIO cOoMMAHbIA KOMIOHEHT AKK, HO mpu 3TOM OTCYTCTBOBan KHUCTO3HBIN.
OH BBIIEIWJI HECKOJIBKO THUCTOJOTMYECKUX MPU3HAKOB, MPUCYIIHX TaKOMY
Bapuanty AKK:
1. ®ubpobnactuueckas u/miau puOporucTronUTapHas mpoaudepamnus 6e3
MIPU3HAKOB AJICPHOUN U KIIETOUHOW aTUIIHH.

2. Tlons 3peHus, 6oraTble OCTEOKIACTaMH. Pacrpenenstorcss mo pasHOMY,
HO 00s3aTeIbHO MPUCYTCTBYIOT BO BCEX HAOIIOJECHUSX.

3. Ouarn npoaudepanun octeobmacToB. Yare BBISIBIAIOTCS B MeECTax
MPOAYKIIMU OCTEOU]Ia U HE3PEIIOW KOCTHOW TKaHM.

4. AHeBpHU3MalIbHbIE CHHYCOU/JIbI, CTEHKH KOTOPBIX 00pa3oBaHbl (huOpPO3HOU
TKaHbIO, COJICPKAILEN OCTEOKIIACTHI.

5. Wnorma BcTpeuaroTcs ovarn (PUOPOMHKCOMIHOM TKAaHU (CIIEICTBUE
JIeT€HEPATUBHBIX U3MEHEHHUI).

OCHOBBIBasICh Ha  BBIIIEU3JIOKEHHOM, PETPOCHEKTUBHO HWHTEPECHBIM
npeactapisgercs ¢akt myonukanuu David C. Dahlin B 1977 romy crateu, B
koTopoi Obl1 omucaHn 31 caywyaili 'KO mno3BoHouHHMKa (HE camas yacras
nokanuzanus 15 ['KO). [Ipu 3Tom, 8 U3 3TUX NanueHToB ObUIN B BO3pAcTe OT 2 10
17 netr (uro He xapakrepHo s ['KO). ABTOp JenaeT akleHT Ha TOM, UTO 1O BCe
Buaumoct, I'KO ¢ jokanm3anuedl B NMO3BOHKAaX, MMEET CBOM OCOOEHHOCTH B
cpaBuennu ¢ ['KO apyrux nokanuzanuii (B 4aCTHOCTH, BO3pacT MalMeHTOB). B
paznene o auddepeHManbHON AUArHOCTHKE OH C(OKyCHpOBal BHUMAaHHE Ha

pazmuuusax Mexay [KO um AKK, onpnako, wW3-3a OTCYTCTBHSI KHCTO3HOTO
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KOMIIOHEHTa B OMHUCHIBAEMBbIX UM ciiydasx, nuarno3 AKK Obl1 Ha TOT MOMEHT UM
uckitoueH [51]. B Hacrosiiee BpeMss MOXHO HaWTH pabOThI, MOCBSIIECHHbBIC
onucanuto comuaHoro Bapuanta AKK ¢ mopaxkeHuem MO3BOHKOB U JPYTHX
JOoKaNu3aui y nereul, onHako, 6e3 uccnenoBanus nepectpoitku USP6 rena [62;
63].

[Ipu ummyHorucroxumuueckom ucciaeaoBannu a1 AKK He BbIsIBIEHO
crienupuyeckoro UMMyHopeHoTuna (Kak u /st OOJIBIIMHCTBA JPYTUX MEPBUYHBIX
omyxoneil kocteit). Oanako, KocBeHHbIM mnoaTeepxkiaeHuemM AKK sBusercs
OTCYTCTBUE JHIOTEIHANBHBIX KJIETOK Ha IOBEPXHOCTHU KHUCTO3HBIX MOJOCTEN
(CD34-, CD31-), BHyTpeHHUM MO3UTUBHBIM KOHTPOJEM CIY>KaT IHAOTEIUOLUTHI
COCyIOB M KanwuisipoB cenT u coiauaHoro kommoHeHTa AKK. ['mrantckue
MHOTOSIZIEPHBIE OCTEOKIACTONOAOOHBIE KJIETKH MO3UTUBHBI B OTHOILIEHUHM aHTH-
CD68. CioxHee HHTEPIPETUPOBATh AaHHbIE npu conuaHoM BapuanTte AKK, Tak
Kak B TaKMX HOBOOOPA30BaHUAX MOTYT MOJHOCTHIO OTCYTCTBOBAaTh KHCTO3HbBIC
CTPYKTYpbI, JUIICHHBIE ASHIOTEIHOIMTOB KAaK MPU KUCTO3HOM BapUaHTe, MpHU
OJIHOBPEMEHHON WMHTEHCUBHOM BAaCKyISPU3ALMUU COJUIHOTO KOMIIOHEHTA C
OOJIBIIIUM KOJIMYECTBOM TMT'AaHTCKUX MHOTOSIIEPHBIX KJIETOK.

[Ipu uurorenermueckom wucciaenoBanum misg nepsuuyHon AKK B 70%
ciydaeB XxapaktepHo oOHapyxkenue t(16;17) c mepecrpoitkoii USP6 (TRE2 or
TRE17) rena (fusion genes). [IepBoe cooOlieHre 0 Takoi HaXOJIKE MOSBUIOCH B
1999 rony Panoutsakopoulos et al. [48]. Jlannas paGoTa nocraBuia moj COMHEHUE
pacmpoCTpaHEHHOE JI0 ATOro MHEHHMEe MHOrux uccienopateneir 00 AKK kak o
PEaKTUBHOM OITyXOJICIIOJOOHOM MaTOJIOTMYECKOM MPOIIECCe.

[loznnee Obuio mokazaHo, yto yamie Bcero npu AKK ompepensiercs
nepectpoiika reHoB naptHepoB CDHI11- USP6, ogHako, omucaHbl U Apyrue
BapuaHThl. bbuio oOHapyxeHo, uto npu BropuuHbiXx AKK nannas nepectpoiika He
BoIsBIIsieTCs [45]. BnepBbie aTu ganubie O0butn onyonnkoBansl Andre M. Oliveira
et al. B HossOpe 2004 [47]. IIpu 3TOM OBUIO OTMEYEHO, YTO MEPECTPOMKa I'€HOB
USP6 u CDHI11 na6mronanack Toilbko B BepeTeHOBHAHBIX kieTkax AKK u He

oOHapyXHWBaJlaCh B TUTAHTCKUX MHOTOSJIEPHBIX KJIEeTKaXx (OCTeoKiIacTax),
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ocTeo0NacTax,  AHIAOTEIHAIBHBIX  KJIETKAaX, TUCTUOIUMTAX W  KIJIETKax
BOCMANUTENbHOTO  WHpuUIbTpara.  JlaHHoe  OOCTOATENBCTBO  MO3BOJISET
paccmarpuBaTh TUraHTckue MHorosijepHbie kietkn npu AKK kak snemeHt
PEAKTUBHOTO KJIETOYHOT'O OKPY>KEHHS.

CnenoBarenbHo, misi AKK noaTBepkIaeTcss KIIOHabHAs HEOIIACTHYECKAas
nponudepanus, 0oO0yCIOBICHHAas aKTHUBAIMEl OHKOIeHa, JOKAaJIW30BaHHOTO Ha
KOpOTKOM 1iede 17- XpoMocoMbl. JlaHHO€ OOCTOSITEILCTBO CTAaBUT MOJ
COMHEHHME YTBEpXKJECHUs aBTOpoB, paccmarpuBarommx AKK kak peakTUBHBIN
OITyXOJIETIOJ00HBIN MMaTOJIOTrHYECKUI TpoLIecC.

Huddepennmansuas nuarnoctuka AKK mnpoBomutcs mpexae BCero ¢
TENAHTUIKTATUYECKOW OCTEOCAPKOMOM, MPOCTOM KOCTHOW KUCTOU M (PuOpo3HOit
IYCIUTa3uei (KIaCCHYECKHM KHUCTO3HBIM THCTOJOTHMYECKHN BapHUaHT), a TaKXkKe C
I'KO, HO®/M®/I u LII'KT" (comuaHbli THCTOJIOTUYECKUN BapUAHT).

Comunnbiii BapuanT AKK © ruraHtokiieTouHass rpaHyjeMa MHOTUMU
aBTOpaMU pPacCMaTpPUBAIOTCS Kak aOCOJIIOTHbIE CHHOHUMBI, TaK KakK He
CyIIECTBOBAIIO pabor, MTO3BOJISTFOLIUX OOHApPYX UTb KaKue-1moo
muddepeHnpanbaple npusHaku. CUUTAOCh, YTO THTAHTOKJIETOUYHAs] TpaHyJeMa
(ILII'KT") yame BcTpeyaeTcs B YEIIOCTSIX U MEJKUX KOCTSIX Kucted u ctom. B 2014
rony Narasimhan P Agaram et al. uccnenoBanu AKK u rurantokietouHyo
rpa"yjieMy Ha npenmet nepectpoiiku USP6 rena [49]. bouno oOHapyxeHO, 4TO
TUTAHTOKJIETOYHBIE TPAHYJEMBl MEJIKAX KOCTEHd KHCTEM W CTON HUMEET
nepectpoiiky USP6 rena, a mopaxeHUsi 4ENIOCTHBIX KOCTEHM HET. bbll crenan
BBIBOJI, YTO THIAHTOKJIETOYHBIE T'PaHYJIEMbl KOCTEH KHCTEH M CTON CIEAYET
nepekBanuduiuporat B conuaHbeii  BapuanT AKK. B cBoio ouepens,
JOKaNu3alus TUTaHTOKJIETOYHBIX TpaHyjleM cTajna eiie 0oJjiee OrpaHHYeHHOU
(BepxHsisa u HKHSSA yentocTh — [{I'KT'). Takum oOGpa3oM, eIMHCTBEHHBINH CIOCOO
ommuuTh comuaHbli  BapuaHT AKK or HI'KIT — 3T0 muroreHernueckoe
HCCIIEI0BaHHUE HA MpeaMeT nepectporiku reHa USP6.

B HacTtosiiiee Bpemsi NPUMEHSAETCS HECKOJIBKO JIEUEOHBIX OMIUN s

nanueHToB ¢ AKK. OnHuUM U3 pagukalIbHbIX METOJIOB JICYCHUS SBIISIETCS PE3CKIIMS
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en block, ecnmm 3T0 BO3MOXHO (MamoOepiioBasi KOcThb, pebpa) [60]. Yactora
JIOKaJIbHOTO pEelU/IMBa MPU STOM MUHUMAaJIbHA. Yalie B XUpypruyecKkoil nmpakTUKe
UCIIOJB3YETCSl KIOPETTaXX ¢ 00paOOTKOW pa3IMYHBIMU XUMHUYECKHMH areHTaMu
[55] u mocneayromMM 3amojHEHHEM OOpa30BaBIICUCS MOJOCTH CHEUHUATbHBIM
MaTepuasoM WM KOCTHOM TKaHblo. YacToTa penuauBa mOpu TaKOM METOJIE
xupyprudeckoro Jedenusi aocturaet 50% [53]. Ucnonw3yercss Takke METOA
CEJIEKTUBHOM AMOO0IM3alMK COCYIOB, B YaCTHOCTH, Iipu JedeHnn AKK mo3BoHKOB,
C pa3HbIM KOJHUYECTBOM CEAaHCOB B 3aBUCHUMOCTH OT JIOKaJbHOTO 3(dexra u
BO3HUKarOUX ocloxHeHut [54]. Ecte coobmenuss o0 sddekTuBHOCTH
YPE3KOKHBIX WHBEKIMN KalbuTOHMHA W crepouioB B AKK nox mecTHbIM
koHTposem KT [58].

Onucanbl €AMHUYHBIE CIydad 3JI0KaueCTBEHHOM TpaHcopmaruu [15] u

naxe metactazupoBanus AKK B nerkue [52].

1.3.4 Xonopoobaracmoma (XB).

XouapobnactoMa (Xb) — moOpokauecTBeHHAsE XOHAPOUIA-TIPOTYUPYIOLIAs
OIMyX0J1b, COCTOSIIAsI U3 XOHAPOOIACTOB, KaK MPaBUII0, BOZHUKAIOIIAs B Anudu3ax
JUIMHHBIX TpyOuaThIX KOCTEH, MPH YCIOBHUU OTKPBITBIX 30H pocTa (HE3pesbli
ckener) [17].

M3BecTHBl  TakkKe  CIEAYIOIIME  CHUHOHHMMBI:  KaldbIUUIUpyroas
TUTAaHTOKJIETOYHAsT OMyXoJb, omyxoib KoamaH, snuduszapHas XOHAPOMATO3HAas
TUTAaHTOKJIETOYHAS OMYXOJIb.

CocraBnsger 1% cpenn Bcex omyxoned Kocted, u or 5 nmo 9% cpeau
n00poKaueCTBEHHBIX KOCTHBIX omyxoseit [91; 88; 118], BcTpeuaercst ¢ yacToTon
1,18 Ha 1 miH. HaceneHus, yalle PErUCTPUPYETCS y MOAPOCTKOB (2-s Aekana),
TEHJEPHOE COOTHOLIEHHUE B MOJIb3y MYKCKOTO Iona ¢ cootHomennem 2:1 [17].

Camast yacTtas JoKanu3anus — 3TO 3MUQGU3BI IJTUHHBIX TPyOUYaThIX KOCTEH
(IpoKCUMaNbHBIA AMU(U3 TIEYEBOW KOCTH, IUCTAIbHBIA O€IpeHHON KOCTU U
MPOKCUMAaNBbHBIN 3mudu3 O0osbiiedepiioBoil KocTu). Pexxke BO3HHMKAaEeT B KOCTSIX

KpaHuodanuaibHOW 30HBI (Yallle BUCOYHAsi KOCTh), cocTaBisis 6,6 — 7,1% Bcex
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cinyuyaeB. I[Ipu sTtom, cpegnuil Bo3pacT nmanueHToB crapuie (39,4 ner), yem mnpu
JOKalu3aluy OMyXxoJiu B 3nudu3ax UIMHHBIX TpyOuaThix kocrteu [81; 111],
HEKOTOpbIE aBTOPHI NpuBOAAT Apyrue uudpsl (40-50 net) [83]. EcTh enunuuHbIC
onucanusa Xb nagseBunnoi koctu [90], pedep [119] nim B obmactu ckarta (clivus)
[81]. MHTEpecHBIM MpPEACTABISIETCA ONMHUCAHUE JBYX ciaydaeB Xb KUTalCKUMU
nokropamu Jilong Yang et al. [94] ¢ nokanuzarueit B nuaduze 60Jbie0eplioBON U
MJICYEeBOM KOCTH, IPUYEM CPEIH BCETo 7 HAOII0AaeMbIX MU TTallMeHTOB ¢ Xb.

HanbGonee dacToi »kajoOOM NAIMEHTOB SBJISICTCS 0O0Jb, B TOM YHCIIE B
o0JlacTU CycTaBa, MHOT/IA B TEYEHUU HECKOJBKHX MeECsSIeB Wi JeT. B yactu
CIydyaeB OTMEYaeTCsl yBeInUYeHne 00beMa MOpakKeHHON YacTu Teja, OrpaHuYeHUe
MOABMKHOCTU B cycTaBe. [Ipu nmokanmuzanuu OmyXoidud B BUCOYHOM KOCTH MOTYT
OBITh TaKWE€ CUMIITOMBI KaK aCUMMETpPHs JIULIA, MOTeps cliyXa, AUILIONUs, 00Iu B
o0JiacTu yxa, TOJ0BHBIE OOJH.

[Ipu peHTreHOJIOTHYECKOM HCCIIEIOBAHUU BBIABIISIETCS JTUTUYECKUN ovar,
KOTOPBIM MMEET YeTKHE T'PaHUIIbl, TOYTH BCerja OOHAPYKUBAETCS HEPABHOMEPHO
BbIpaKEHHAs 30HA OCTEOCKIEPOTUUECKUX U3MEHEHUH B nepudepruuecKux oTAeax.
[Ipu Oonpmmx pa3zMepax OMYyXOJdb MOKET paclpOCTPAHATHCS B HaNpaBICHUU
MeTadu3a yepe3 pOoCTKOBYIO IJIACTUHKY. B pekux ciaydasx MoKeT HaOMoaaThCs
(dokalbHOE pa3pylIEHUE OMYXOJbID KOPTHUKAIBHOrO ciiosg [93], 4To Moxer
CUMYJIMPOBATh 3JI0KaYECTBEHHBIN mporecc. Yacto omyxonb NOPOAYLHUPYET
XOHJPOUJHBI  MaTpPUKC, OINpeaeisieMblid Ha peHTreHorpammax (punctate
calcification) mpumepHo B o7iHOM TpeTH ciryyaes [108].

[Ipu MPT-uccnenopanuu B pexume T1 yaimie HaOI0maeTcss HUBKUN
YpPOBEHb CUTHAJIA, B pexuMe T2 rereporeHHas KapTHHA 3a CUET BO3MOXKHBIX 30H
KaJIbIIU(UKAIUK U BTOPUYHBIX KHCTO3HBIX u3MeHeHuut [93]. Takxke, mpu MPT-
MCCIIEIOBAHUM BOKPYT Oouara mopaXeHus MOKHO BBISIBUTH NEPU(OKAIBHBIN OTEK U
BBIIIOT B COOTBETCTBYIOLIEM cycTaBe. Hepeaxko oOHapy>KUBaeTCs KUCTO3HBIN
KOMIIOHEHT ¢ XapakTepHbIMU YpoBHsIMU kuakocTu (fluid-fluid levels) mo tumy

BTOPUYHOUN aHEBPU3MaIbHOW KOCTHOU KUCTHI [ 108].
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[TockonbKy TpU JTaHHOM OMYXOJW B OOJIBIIMHCTBE CIIy4yaeB MPUMEHSIETCS
KIOpETax, MPU MaKPOCKOMUYECKOM HCCIEJOBAaHUM MaTepuai (parMEeHTHPOBaH,
COCTOUT M3 CEpPOBATO-PO30BBIX YAaCTHUIl TKaHU. MOXXHO OOHApY>KUTh MEJIKUE
paccesiHHbIE KaJIbIIMHATHI U OYaroBble KpoBou3nusiHus. [Ipu pesexuun Ha pacnuiie
OIMyXO0JIb XOPOIIIO OTTPaHUuYEHa, 0OBIUHO MeHee 5 cM B auametpe. [lo nepudepuu
oOpa3zoBaHus OOHAPYKUBAIOTCS 30HBI OCTEOCKJIEPOTUUECKUX M3MeHeHu. MHorna
IIPUCYTCTBYET KUCTO3HBI KOMIOHEHT 1O TNy BropruHoi AKK.

[Ipn rUCTONOTUYECKOM HCCIEIOBAHMM HA MaJIOM YBEIMYEHUHU OIyXOJIb
MMEET YETKHUE TPaHUIIbl U HEPABHOMEPHYIO KJIETOUHOCTh. OMpeensitoTcsl 30HbI ¢
XOHJIPOUTHBIM c1a060303MHOPUITBEHBIM MEKKJIETOUYHBIM MaTpPUKCOM
(buOpOoXOHIPOUAHBIM MATPUKC), UYTO B YACTH CJIy4yaeB MOXET BbI3bIBATH
ONpENICNICHHbIE CIOXHOCTH B JU((dEpeHIINaNIbHON JUArHOCTUKE C OCTEOUJIOM.
CrnenyeT OTMETUTh, YTO XOHAPOUIHBIN MAaTPUKC B XOHAPOOIACTOME MPAKTHUYECKU
HUKOTJIa He BcTpeuaercs. OOHapyKUBaeTCs JBa BHUIA KIETOK — MOHOHYKJICApHbIE
KIETKM W  TUTAaHTCKHE  MHOTOSIIEPHBIE  OCTEOKJIACTOMOAOOHBIE  KJIETKH.
CooTHOIIEHWE HX MOXET OBITh pPa3IUYHBIM B Pa3HBIX TMOJSAX 3PEHUS.
MoHoHyKI€apHble KIETKH 10 MOP(OJIOruu HAMOMUHAIOT XOHAPOOIACThI, C
XOpOIIO Pa3IUYMMBIMU KJIETOUHBIMU TPAHUIIAMU, OBAaJbHOW WIIM HEMPaBUIbHOU
dbopMbl, Cc OnemHO DO3WMHOMWIBHONM IUTOIIA3MOU. SlAapa  pacmoJIOKEHBI
AKCIIEHTPUYHO, OBaJIbHOM (POPMBI, B YACTU W3 HUX BBISBISAETCS MPOJOJIbHAS
6oposnka (coffee bean). MutoTuueckass akTUBHOCTbh YMEpPEHHasl, MaTOJIOTUUECKUE
dbopmbl He onpenensaoTcsa. B oHON TpeTu ciaydaeB yjaeTcs OOHApy UTh y4acTKU
C HEXHOW NEpPULEIUTIONSAPHON KanblU(UKAIMEH, KOTOpPhIE HOCAT Ha3BaHUE
MPOBOJIOYHOM ceTku wiu KypuHod cetku (chiken wire). IT'urantckue
MHOTOSIZIEPHBIE KJIETKU MOTYT ObITh MHOTOYHUCJIEHHBIMU, coAep:kaT nopsaaka 10 u
OoJiee siep, XOTS UX KOJUYECTBO BapbupyeT. [Ipu mToKambHBIX CKOIJIEHUSAX MOTYT
BBI3BIBaTh CIIOXKHOCTH B auddepenumanbHor auarHoctuke ¢ Apyrumu ['KIIL
MoryT BcTpeuaTbcsi 04arm peakTUBHOIO OCTEOTeHe3a, OCOOCHHO B TapaHHOU U
naTouHot koctax [83]. Bropuunas AKK Bcrpewaercs nmpu Xb B 14 — 30%

HaOmonenuit [88; 45; 114]. B HeKoTOphIX OMyXoJsx (4aile KpaHuoganuaabHOU
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JOKalu3alMyi)  MOXHO  BBIIBUTh  KpPYIHbIE  KJIETKH,  HAMOMHUHAIOIINE
ANUTENMOUJHbIE, C  OOWJIBHOM  IMTOIUIA3MOM,  COJAEpXKalllell  TpaHyJbl
remocujiepuHa [95]. B kpaiine penkux ciaydasx npu Xb MoryT ObITh OOHAPYKEHBI
OMyXO0JIeBbIE 3MOOJIBI B cOCyaaX, OObIYHO B mepudepuueckux 3oHax. [lo Bcei
BUJIMMOCTH, IaHHAsl HAXO0/IKa HE UMEET HUKAKOTO MPOTHOCTUYECKOTO 3HAUEHUSI.

CnenyeT MOMHHUTH, YTO TUIHMYHBIE THUCTOJOTHMYECKHE Tpu3Haku npu Xb
BCTPEUAIOTCS JIaJIEKO HE BO BCEX CIIy4asX U TOJBKO B PEIAKHUX OIMYXOJAX yJaeTcCs
OOHapyX uTh Bce U3 HUX ((PUOPOXOHIPOUAHBIN MATPUKC, MNEPUIEILIIOISPHAs
kanblupurkanus ‘“chiken wire” U mpomonabHbie OOpPO3JIKHM B HEOIIACTUYECKHUX
KJIETKaX).

[Ipyn UMMYHOTUCTOXUMUYECKOM UCCIEAOBAHUU KIETKH OMYyXOJIU MO3UTUBHBI
B otHomeHuu S-100 Protein u COX9. HWntepecHbM sBasieTcss (akt, 4YTO
Heorutactuyeckue kietku npu Xb skcnpeccupyror RANKL [113]. ['mrantckue
MHOTOSIJICPHBIE KJIETKH IIO3UTUBHBI K THUCTHOIMTApHBIM Mapkepam (CD68S,
Macrophage).

[Ipu >71eKTPOHHOM MHKPOCKOIUU B KJIETKAX OIMYXOJIU BBISBIISIETCS pa3BUTAast
rpaHyJispHasl 3HJOIJIa3MaTUYeCcKasi CeTh, siAepHas MeMOpaHa HMMEEeT TIIyOOKue
BlaBiieHUs. Takue MpU3HAKU XapaKTepHbI i peTaabHbIX XOHIpoOaacToB [83].

[TonbITKM BBISIBICHUS CHENU(PUUECKUX Te€HETUYECKUX mojJoMoK npu Xb
MpeAnpUHUMANIUCh HEOTHOKpaTHO. Tak Hampumep, B 2009 roay Salvatore Romeo
et al. onucanu HOBYIO Tpancnmokanuto t(5;17) (p15;922-23) B Xb [89]. Ilpu s1oM,
JaHHAsi TPAHCIOKAIMS OINpeNeNsaach TOJBKO HEMOCPEACTBEHHO B KJETKax
OMYXOJIM U HE BBIABIAJACh B TUTAHTCKUX MHOTOSJIEPHBIX KIIETKaxX, YTO
MOJUYEPKUBAECT HUX «PEAKTHBHOE» mnpoucxoxaeHue. B konme 2013 roma Sam
Behjati et al. omyOnukoBanu JnaHHBIE UCCIAEAOBAHUS O HAIUYUU JpaiBEPHBIX
mytauuii pu Xb (H3F3B) u I'KO (H3F3A) [92]. beuto nokasano, uro 95% Xb
(73 w3 77) umeror mytamuio K36M B H3F3B B omHOM H3 JByX TI€HOB,
KOJMPYIOIINX TUCTOH 3.3.

Huddepennmansuas auarHoctuka npu Xb mposomutcs ¢ ['KO, AKK u

XOHAPOMHUKCOUTHON (PUOPOMOIA.
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YacToTa JIOKaJTbHOTO PEHUAMBA IMOCIE KIOPETTa)Ka OMYXOJU COCTABIISIET OT
10 mo 35% [120]. PenumaouBel dYaiie pErHUCTPUPYIOTCS B IUIOCKUX KOCTSIX,
Harnpumep, B BucouHou (10 50%). IIpu arpeccuBHOM JIoKasibHOM ToBesieHnn Xb ¢
pa3pyLIEHUEM KOPTUKAIBHOTO CJIOSI, MOKET MPUMEHSTHCS paJUKalIbHAsT PE3CKIIHS.
B kpaliHe penkux cilydasgXx OTMEUAETCS METACTATHUYECKOE IOPAXEHHUE JIETKUX.
OnHako JaHHBIE METAcTa3bl  SIBISIOTCS  «JIOOPOKAYECTBEHHBIMU» U HE
MPEACTAaBISAIOT  OMACHOCTH  JyUIsi  MmanuMeHTtoB  [83], oaHako, momaJiexar
XUPYPrudeckoMy ucceuenuto. Onucanbl eIMHUYHBIE ciiydau TpaHchopmanuu Xb

B KJIACCHYECKYIO ocTeocapkomy [117].

1.3.5 Memadguzapnviii  gubposnvii  degpexm / Heoccuguyupyrowasn
Guopoma (MD/I/HOD).

Heoccudpuuupyromass ¢ubpoma (HO®D) — wdyacto BeTpeuaromieecs
N00pOKAUYEeCTBEHHOE MOPAXKEHHE KOCTEH y JeTeil U MOAPOCTKOB, COCTOSIIEE M3
npou(pepupyONUX BBHITAHYTHIX (PUOp0OOIACcCTOB, B COUETAaHUU C BapuaOEIbHBIM
KOJIMYECTBOM TUTAaHTCKUX MHOTOSIZIEPHBIX OCTEOKIACTOMOMOOHBIX KIETOK [15].
Cy1iecTByeT HECKOJIBKO CHHOHUMOB: MeTadu3apubiii Gpubdpo3ubiit nedpext (MD/I),
KOpTUKanbHbI  (puodposusii  gedext (KDJ), ructuomurapHas ¢ubpoma u
¢bubpo3nas kcantoma. Eciu peub ueT 0 HeOOJIbIINX MOPAKEHUAX KOPTUKATHHOTO
cios, d4ame ynorpedssitor tepMud MOJ[ wim K®J[. Korma mnopaxenue
pacrpocTpaHsieTcss MeyJUIIpHO, a TeM O0ojee, NMpU BO3HUKHOBEHUU YIPO3BI
MaTOJIOTUYECKOTO MepenoMa, TpuMeHs 0T TepMuH HOD.

B OonpmmHCcTBE  cllydyaeB  MOpaK€HHWE HE  HWMEET  KIMHUYECKOU
CUMIITOMATHKH, MOKET CaMOIIPOU3BOJILHO pa3peliaThCsl U, Kak MPaBUIIO, SBJISIETCS
CIydyalHOW HaxoJAkoW BO Bpemsi oOcnenoBanus. llpum akTHUBHO pacTymux
MOpaXEHUSAX, WHOT/A MOSBISIOTCA >KaJIOObl Ha JIOKAJIbHBbIE OOJIEBbIC OLIYIICHUS
[18].Hacts nuccnenoBaresneit paccmarpuatoT HO® He kKak HCTUHHYIO OIyXOJlb, &
Kak JIOKaJIbHBIA Je(eKT OoCTeoreHe3a B IMpoliecce pocTa KocTed ckenera [9].
MHOXEeCTBEHHBII XapaKTep MOPAXKEHUSI BCTPEYAETCS PENKO, dYalle B paMKax

cungpoma Adde-Kamnanauu (Jaffe-Campanacci syndrome), KOTOphIM MOMHUMO
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MHOkKeCTBEHHbIX HO® xapakTepu3yeTcss HATMYMEM CBETIIO-KOPUYHEBBIX IISITEH HA
koxke (Café au lait spots), MOXeT COMpPOBOXKIATHCS OTCTABAHWEM B YMCTBEHHOM
Pa3BUTHUH, TUIIOTOHAIU3MOM WM KPUIITOPXU3MOM, MIOPOKAMU PA3BUTHUA CEPACUHO-
COCYJIMUCTOM CUCTEMBI, IJ1a3, a TAKXKE coueTaThcs ¢ Helipodubpomarozom [11; 12].

Yactora obOHapyxkenuss M®ODJ/HO®D nocturaer 30%. OnpHako, Tak Kak
KJIMHUYECKass  CHUMIITOMAaTHKAa  4Yalle  BCErO0  OTCYTCTBYET,  WCTHHHAad
pacrpocTpaHeHHOCTh ocTaeTcs HeuzBecTHON. MDJI/HO®D peructpupyertcs vaiie y
JETEeW U MOJIPOCTKOB, PEIKO B BO3pacTe MJaJlIe 5 JIeT U y B3pocibiX crapiie 20
JIeT.

MOJI/HO® nokanusyercs B MeTapu3ax JUIMHHBIX TPyOUaThIX KOCTEH U MO
Mepe pocTa KOCTEH CKejleTa MOXKET HEMHOTO CMEIIAThCsi B CTOPOHY Juaduia.
Xopo1110 U3BECTHO, UTO 00J1acTh MeTau3a v pocTKOBOI macTuHku (growth plate)
SBJISIIOTCSI MECTaMU Han0oJiee MHTEHCUBHOT'O POCTa KOCTEH y JIeTei U MOJAPOCTKOB.
Bo3moxuo mnostomy, MOJ/HO®D, kak mnokalbHbIA «JePEeKT ocTeoreHesa,
BO3HHUKAIOT UMEHHO B 3TOW 30HE. HekoTopble aBTOPHI CUUTAIOT, YTO ITYCKOBBIM
Mexanu3zMoM it pa3Butust MOJI/HOD moxeT ¢y XKUTh HE3HAUUTEIbHAsI TpaBMa
c cyOmepuoctanbHbIM KpoBousnusiHueMm [13]. BoapmmMHCTBO  mOpakeHUi
BO3HUKAET B MeTadu3ax JIUHHBIX TPyOUaThIX KOCTEH B 30HE KOJEHHOI'O CYyCTaBa,
OJIHAKO, OMHMCAHbI CIIydaW BO3HUKHOBEHUS B KOCTAX Ta3a, MO3BOHKAX, KIFOUUIIE
[16] n naxe B HuxHen yemoctu [9; 10]. OgHako, npu McclienOBaHUU OIMyXOJEH
HIDKHEW 4YeioCTH, B MEPBYIO Oouepeqb CIeayeT MPOBOAUTH AU(dEepeHIInaTbHYIO
nuarnoctuky ¢ LII'KT.

Omnmcan cnywair coueranuss HO® ¢ ocreocapkoMoild B AUCTAIBHOM
MeTtaduize OenpeHHon koct y 15-netHeit nesouku [18].

IIpu pentrenonornyeckoM uccienoBanud M@PJ/[ BBIMIAUT KaK OKPYIJIoe
WM OBaJbHOM (OpMBI JUTHYECKOE OO0pa3oBaHUE KOPKOBOTO CiOsl (WM
CyOmnepHoCTalIbHO), Yallle HEMHOTO BBITSIHYTO MapajijieIbHO OCU KOCTH. ['paHuIlbl
YEeTKHE, KaK MPaBUIIO, XOPOILIO 3aMeTHA HEOOJbIas 30Ha OCTEOCKIIEP03a BOKPYT.
ITo mepe pocta M®D/] HaunHaeT pacHPOCTPAHATHCA B MEAYJUIAPHOM HAIIPABICHUU.

[Toaromy HO® Bcerna BBIMISNAT SKCLEHTPUYHO, HO TAKXKE C YETKUMU T'PAHUIIAMHU
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U 30HOM TepupOKAIbHBIX OCTEOCKJIEPOTUYECKUX U3MEHeHu. B  Oonbiimx
MOpaXEHUSAX, 3aHUMAIONINX O0Jiee TPETU-TIOJOBUHBI MOMEPEYHUKA KOCTH, 4acTO
MOXHO OOHApPYX HUTh JOJIbYATOCTh 32 CYET CKIEPO3MPOBAHHBIX CENT B COCTaBE
KOTOPBIX MPU TUCTOJIOTHYECKOM UCCIEOBAHUM OmnpeaeisieTcss puoOpo3Has TKaHb C
oyaraMM pEaKTUBHOrO ocTeorene3a. Ilpum Oonbmux o0beMax MOpakKeHUs
3a007eBaHNEe MOXKET MaHU(ECTUPOBATHCS MATOJIOTMYECKUM NIepesioMoM. B penkux
ciaydasx KOHTypsl HO® MOryT BBIXOAWTH 3a aHATOMUYECKHE NPENETbl KOCTH.
[lepuocranpHast peakuusi B OOJBIIMHCTBE CJIy4aeB OTCYTCTBYET, JHOO
OmpeeseTcs B BUJe TOHKOH IJIaCTHHBI (000/10K).

Ritschl P. et al. [14] onucanu mpouecc 3Bomoruu M®J[ u HO® ot ux
BO3HUKHOBEHUS ~ JO  IOJHOTO CKJIEPO3UPOBAHUS, OCHOBBIBAsICb ~ Ha
PEHTIE€HOJIOTUYECKUX JaHHbIX W Beiaenuau 4 craguu: A, B, C u D. Cragus A:
HEOONBIION KOPTUKAIBHBIM OKPYTJIBIA WM OBAJIbHBIA SKCIEHTPUYHBIN odyar
oOHapy»XuBaeTcsi BOJIU3M POCTOBOM IUIAaCTUHKM (Onu3ko K »nuduszy). 3oHa
nepudokadbHOTO CKJepo3a mpakThuecku otcyrcrByeT. Cramus B: ouar
nopakeHuss  otaangercs  oT  ’nudusza, NOpuodpeTaeT  HEmpaBUJIbHbBIC
«MOJIUKUCTO3HBIC» OYEPTaHUs, MOSBISETCS TOHKUM CKIEPOTHYECKUM 000J0K MO
nepudepun. Craaus C: CKIEPOTUUECKHNE U3MEHEHHUS CTAHOBSTCS BBIPAKEHHBIMH,
MpUYeM HAYWHAIOTCS, KaK TpaBmio, ¢ auadu3apHOro IOJI0ca 0O0pa3oBaHMUS.
Cramgua D: oOpa3oBaHue TIOTHOCTBIO 3aMeEIIaeTcss TOMOTEHHOM  30HOM
cKkiIepoTndeckux wu3MeHeHui. 3arem MO®J/HO® 3amemarorcss HOpMaIbHOU
KOCTHOM TKaHbIO U UCYE3AIOT PEHTICHOJOrnYecKu. AKTUBHBIN pocT M®DJl 1 HOD
MPOUCXOJUT Ha cTaauax A u B, mpu BwisiBIeHUH oOpa3zoBaHus B cranusix B u C
YBEJIMYEHHUSI B pa3Mepax B JUHAMUKE HE HAOIOAaI0Ch.

Pentrenonoruyeckas kaptuHa HO®/M®J| HACTONBKO THUIWYHA, YTO B
MOAABIISIONIEM OOJIBIIMHCTBE CIy4aeB TUAarHO3 MOKET ObITh BHICTABJIEH TOJIHKO Ha
OCHOBAaHHUHU PEHTIeHOJOTHYeCKOro ucciaenoBanusa. Tak kak HOD®/M®]] otHocsTCS
K TpyIne nopaxkeHui koctedl «leave me alone lesion», 3TO Clly’KUT OCHOBaHUEM
JUIsl HAaOJIIOJIEHHUS] U MEePUOJUUYECKOTO PEHTIE€HOJIOTMYECKOro ucciegoBanus. Tak

kak HO®/M®J] criocoOHBI pa3peniatbCs CaMOIMPOU3BOJIHLHO BO BpEeMs poOCTa H
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CO3pEBaHMSI KOCTEW CKeJieTa, aKTUBHAs XUPypruueckas TaKTHKAa HE OIpaBJaHa.
XUpypruueckue MeTOJbl JCYEHUsT MPUMEHSIOTCS TOJIBKO MpH OOJIbIINX 00beMax
oOpa3oBaHus, KOTJla BO3ZHUKAET yrpo3a mnarojoruudeckoro mepeiaoma win HOOD
MaHU(PECTUPYETCS KIMHUYECKH MAaTOJIOTMUYECKUM MEPETIOMOM.

ITo cucreme cragupoBanust Enneking s 1oOpokauecTBEHHBIX OIyXOJ€Ei,
HO®/M®/I, B OonpmuHcTBe ciydaeB uMeroT 1 craguo (GOTOMO), B penkux
Clly4asx MpH pacpoCTPAHEHUU 3a MPeJieNIbl HOPMAJIbHBIX aHATOMUUYECKUX TPaHUIL
KOCTH — BTOPYIO.

[Ipn MakpOCKONMUYECKOM HCCIICIOBAHUU MOPAKEHUE XOPOIIO OTPAHUYEHO,
KEJITOBATO-CEPOro  IBeTa. MoryT OBbITh KHUCTO3HBIE H3MEHEHHS, OdYaru
KPOBOM3JIMUSIHUM.  YYacTKM  HEKpo3a  MOTyT  OBbITh  BBISIBIICGHBI  MOCIE
MaTOJIOTUYECKOT0 epesioma.

[Ipy rucTonOrMYecKOM HUCCIEIOBAaHUM OOpa30BaHUE XOPOILIO OTPAHUYEHO,
cocToUT u3 (PudbpPOOIACTONONOOHBIX BEPETEHOBUIHBIX KIETOK, OOpa3yomuxX
Xa0TUYHO OPUEHTUPOBAHHBIE IMYYKHM U ITOPUPOPMHBIE CTPYKTYphl. Snpa
OBAJILHOM WJIM BBITSAHYTOM (POPMBI, MEJIKUE SIAPBIIIKU BBISBISIOTCS HE BO BCEX
aapax. MuToTuyeckass aKTUBHOCTb JIOCTOBEPHO HE  OMpeAenseTcs WIH
OOHApYKUBAIOTCSI HEMHOTOUYUCIEHHbIE (PUTyphl MuTO3a. OJHUM U3 MOCTOSHHBIX
MOPGOIOTUYECKUX MPU3HAKOB SIBJISIETCS  BBISBICHUE KJIACTEPOB KPYIHBIX
TUCTUOIMTOB WJIM KCAHTOMHBIX KJIETOK C OOMJIBHOM CBETI0M 1uToriazmoi. [loutu
BCErJla MOXHO OOHApyXHUTh MEJIKUE paCCessHHbIE TpPaHyJbl TE€MOCHJIEPUHA,
KOTOpBIE JIy4llle BUJIHBI MPU CHEIUATBHON THCTOXUMUYECKON OKpacKe Ha JKele3o.
Yacto MOXHO BBISIBUTh CKOILICHHS TUTaHTCKUX MHOTOSIAEPHBIX
OCTEOKJIACTOMOMOOHBIX  KJIETOK. Hepeako  oOHapyXHMBalOTCS ~ KUCTO3HbBIE
M3MEHEHHUS 0 TUITY BTOPUYHON aHEBpU3MaJIbHOM KOCTHOU KUCTHI. [Ipu Gonbiimx
o0bemax 00pa3oBaHUs MOTYT OBbITh BBISIBICHBI 30HBI PEAKTUBHOTO OCTEOTECHE3a B
BHUJI€ TPYOOBOJIOKHUCTOM KOCTHOM TKaHU (wWoven bone), 30HbI THINOKJIETOYHOU
3penort coequHuTeNbHONM TkaHU. Ecnmu HO® o0cCinoXHWIACHK MNATOJOTHYECKUM

MEPCIIOMOM, 4aCTO ONPCACITIAIOTCA 30HBI HCKPOTHYCCKHUX U3MEHCHUIA.
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Huddepennpanbay0 JUArHOCTUKY ClielyeT MNpoBOAuTh ¢ (HuOpo3HOU
JOVCIUIA3UEN, aHEBPU3MAJIbHOW KOCTHOW KHUCTOM, TMTAHTOKIETOYHOW OITyXOJbIO,
XOHJIPOMUKCOUAHOUN puOpomoit u necMmoriacTuaeckoi Gudpomoii.
HecMoTps Ha BBICOKYIO pacHpOCTPAaHEHHOCTh JAHHOW IATOJIOTHH,
OCBEJIOMJIEHHOCTh ~ XHPYPTOB, CHEUHUAIUCTOB  Jy4eBOM  JUArHOCTUKU U

IIaTOJIOTOAHAaTOMOB B OTHOIICHUH TAaKOI'O AHMAarHo3a OCTacTCsa KpaﬁHe HU3KOMH.

1.3.6 Knaccuueckas (konsenyuonanvras) ocmeocapkoma (KO).

OcTteocapkOMOW HA3bIBAETCA 3JIOKAYECTBEHHAS OCTEOTEHHAsl OIyXOJib,
COCTOSIIIAasi U3 HEOIUIACTUYECKUX KIIETOK, KOTOPbIE MPOAYLUHUPYIOT OCTEOUJ WIIU
CyOCTaHIIMIO TUCTOJOTUYECKU HEOTIIMYUMYIO OT HETO XOTs Obl B OJIHOM W3 MOJiel
3peHus [16].

Kiaccuueckas octeocapkoma (KO) sBisercss Haubosee 4acTol MepBUYHOM
CapKOMOM BBICOKOM cTeneHu 3inokadecTBeHHOCTH (high-grade) ¢ mopaxkenuem
kocter [19]. HacTtota Bo3HUKHOBEHUS OT 10 10 26 HOBBIX cllydyaeB HAa | MHJUIMOH
HaceneHus miaaneTsl B o [20]. Umeer OmMoanbHOE BO3pacTHOE pacipeieiieHue.
ITepBeiii muk B Bo3pacTHOM rpymnme 10 — 14 mer, BTOpoi B Bo3pacte crapiie 40
ner. Kpaline penko BcTpeuwaercs y pgered muaame S gjer [21]. I'emmepnoe
pacnpeziesieHue B OJIb3y MYKCKOTO HACEJIEHUs ¢ COOTHoIeHueMm 1,35:1.

DTHOJIOTHUSI BO3SHUKHOBEHHUS OCTEOCAPKOMBI Hem3BecTHA. Bo3Hukaet de novo
0e3 kakux-1ubo mpenpacnoiararomux (HakTopoB. MOXKET MOABIATHCS MOCIe
TpaBMbl, HWHOPOJHOrO Tena  (opTomeAuveckue UMIUIaHThI) [17] wim
MHIYLHMPOBAThCA MPEALIECTBYIOIUM OOIyYeHUEM W/WIM XUMHOoTepanued [29].
[IpuBonATCS NaHHBIE O TOBBIINIEHHOM PHUCKE BO3HUKHOBEHUSI OCTEOCAPKOMBI Y
neTel ¢ Maccoit Tena npu poxxaeHuu o6osee 4046 r. u pocToM Bbille cpeaHero [22].
Cunraercs, 4YTO pa3BUBACTCA W3 ME3CHXUMAJIIBHOM CTBOJIOBOM KIIETKH C
MUHHUMAaJIBHOU ocTeobnacTuueckoil nuddepeniupoBkoid, ogHako, «cell of originy
octaeTcsi Hem3BecTHOU [23]. HabmtogaeTcs yailie cpeid pa3iu4HbIX T€HETUUYECKU

OOyCIIOBJIEHHBIX CHUHApPOMOB, uYeM B o0med mnonymsuuu (Li-Fraumeni,
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BpoXeHHOUN petuHobOmactome, Rothmund-Thomson, anemuun Diamond Blackfan,
cungpome Bloom, Werner u apyrux) [24].

KO Moxer BO3HHUKATh B pa3JIWYHBIX KOCTSIX ckenera. OmHako, yamie B
JUIMHHBIX TPpyOYaThIX KOCTAX KOHEYHOCTEH [25], 0COOEHHO B AUCTaIbHOM 4YacTH
oeapennoii koctu (30%), mpokcuManbHOM YacTu OoJbiiedepioBoit koctu (15%),
MpOKCUMaNbHOM uactu 1wieueBod koctu (15%). JlanHble nokanmu3anuu
oOBsICHSIIOTCS.  HauOoiblel mnponudepanuel «POCTKOBOM IUIACTUHKW». B
JUIMHHBIX TPyOUYaThIX KOCTSX OMYXO0JIb O0BIYHO JIoKanu3yercs B metaduse (90%),
pexe B aunaduze (9%), u kpaiine penko B snuduie. Omyxonu ¢ JIOKanu3ainueil B
YEIOCTSIX, KOCTAX Ta3a U MO3BOHKAX, KaK IMPaBUIO, HAOMIOJAIOTCS B CTapIIMX
BO3pACTHBIX rpynnax. [Ipu mopakeHuu yentocTeil, OMyXoib Yalle BCTpeuaeTcs B
HIDKHEH democTH, 4deM B BepxHed (58% wu 42% cooTBeTcTBEHHO) [26].
BogsiieueHne B MaTOJOTMYECKUN MHPOLECC MEJKUX KOCTEM CKEJIeTa OTMEYaeTCs
penxo [15].

KnuHudecku  mposBISIETCS  MPOTPECCUBHBIM  YBEJIMUYECHHEM  00bema
MOpaXeHHOM 4YacTu Tena. becrnmokouT «riry0okas Hapacrtaromas 00Jb, HHOT/Ia B
TEUEHHE HECKOJIbKUX HeJellb Wiau MecsieB. Koxka Haj OomyXoJiblo MOXKET ObITh
TUIIEPEMUPOBAHHOM, OTEYHOW, C TMOJYEPKHYTHIM BEHO3HBIM pPHUCYHKOM. B
3aMyIIeHHBIX CIydasiX HaONI0MAaeTCsl U3bS3BICHUE KOXKHU HaJ omyxosbio. M3-3a
OONBIIOr0 00BbEMa TMOPAXEHUS MOTYT OBITh OrpaHUYEHBl JBUKECHHUS B
COOTBETCTBYIOIIIEM CYCTaBE, BBINOT B MOJOCTh cycTaBa. MHorma otrmedaetcs
nmoteps Beca W kaxekcus. B 5-10% nHaOmofeHUd  perucTpupyroTcs
natojoruyeckue nepeaomel. ECTh naHHbIe, 4TO y €Tl B BO3pacTe 10 5 JeT yaiie
BCcTpeuaeTcs AuaduzapHas JIOKalIu3alus, OMyXoidb NPOTeKaeT 0oJiee arpecCUBHO U
Xy>K€ OTBEYAET Ha MPOBOJIUMYIO0 XUMUOTEpanuto [27].

Pentrenonoruueckast kaptuna npu KO MoxkeT BapbUpOBaTh B IIMPOKHUX
npenenax [7]. OObluHO ompenensercss Ooiplnas OMyXoJdb, pa3pyllaronas
HAJKOCTHUILy M TMOPAXEHHYIO KOCTh (JIUTUUYECKUW KOMIIOHEHT), ILIOXO
OTPaHUYEHA, C MACCHUBHBIM BHEKOCTHBIM MSTKOTKAHHBIM KOMIOHEHTOM. Yacto

oOHapy»XMBaeTCsl TaK Ha3bIBaeMbIN «00nakoBUAHBIN» narTepH (cloud-like) mz-3a
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HEPAaBHOMEPHOU oOccU(PUKAIMU OMyXoJih. BOJBIIMHCTBO OIyXoJied y neTei,
BO3HUKAIOIMX B MeTadu3apHON 30HE BOBJIEKAIOT B MATOJOTHYECKUH Mpolece
POCTKOBYIO IJIACTUHKY, YTO YCIOXHSET XUPYPIUUECKYIO PE3CKIIUI0 U MPUBOJUT K
HApPYLIECHUIO CUHXPOHHOT'O POCTa KOHEYHOCTH [28].

[Ipu MakpOCKOMUYECKOM HCCIEIOBAHUHM OCTeocapkoMa 00bIYHO Ooiiee S5-10
CM B HauOOJbIIEM HM3MEPEHHH, C MOpPaAXEHHEM MeTapu3apHOro OTJeiaa KOCTH,
pacrosokeHa HHTPaMeayJUIIpHO, CEpOBaTO-0€loro I1BETa, HEOJHOPOIHAS.
NHTEeHCUBHO  MHHEPAJIM30BAHHBIE  YYACTKM  KOCTHOM  IUIOTHOCTH, 30HBI
cojepKalllue TKaHb C XOHApoaudPepeHIUPOBKOM Ha pa3pe3e UMEIOT
XapakTepHbIA OJIeCK, XPSIIEBOM MIOTHOCTU. MOTryT BCTpEYaThCsi MYIIMHO3HbBIC
oyard TmMpU HAJIUYUU MHKCOUJHOTO MaTpukca. Yacto oOHapyXUBarOTCs
KPOBOU3JIMSIHUS, OYard HEKpo3a M KUCTO3HbIe u3MeHeHus. [lpu paspyiienuu
OMYXO0JIbIO HAIKOCTHUIIBI, MTKOTKAHHBIN KOMIIOHEHT Yallle MJI0X0 OTPaHUYEH.

[Ipu THCTOJIOrMYECKOM HCCIEIOBAHUM KJIACCHYECKasi OCTEOCApKOMa HMEET
JOCTaTOYHO  OoJdbIIoN  crekTp Mopdonoruyeckux usMeHeHul.  OmyxoJsib
WHBA3UBHO PAacTET MO KOCTHOMO3TOBBIM IMPOCTPAHCTBAM, 3aMmelias MOCIEIHUE.
OkpyxaeT W pa3pyliaeT HOpMalibHble KOCTHbIE TpaOekyibl. Heomnactuueckue
KJIETKH XapaKTEPU3YIOTCSI OOBIYHO YMEPEHHO BBIPAXKEHHOU KJIETOUYHOW aTUINHUEH U
mieomoppuzmom. Ilo  dopme oHM  MOryT OBITh  SNUTEITHOUIHBIMH,
MJIa3MalUTOUIHBIMU, BEPETEHOBUIHBIMU W/WIIM OKpYyrJibiIMU. [{uTomnasma yaiie
703uHO(MIbHASA, MOXKET ObITh cBeTias. (O0sA3aTEIbHBIM TUCTOJOTHUYECKUM
KpUTEpUEM sl TTIOCTAHOBKHU JMArHo3a «KJIACCHYECKash OCTEOCapKOMay SBIISIETCS
OOHapy»XEHHUE HEOIIACTUYECKOM KOCTHOM TKaHM (MaTOJIOTUYECKHN OCTEOUN).
[IprueM KOIMYECTBO MATOJOTHYECKOTO OCTEOUJIa HE MMEET 3HA4YeHUs, TaK Kak
IIUPOKO  BapbUpyeT B pa3IUYHBIX NOJMSIX 3peHus. JlaHHBIT  ocTeoun
MPOAYLIUPYETCS HEOIJIaCTUYECKUMU KJIETKaMHU u Tonorpaguyecku
OOHapy»XUBaeTCs PSAJOM C HUMU W/WIH OKpy»kaeT ux. MoxkeT oOpa3oBBIBaTh
nogoOue TMPUMUTUBHOW TyOuUaTod KOCTHM C XaOTUYHOM MPOCTPAHCTBEHHOMU
OpUEHTAIlMeN «HEOIIACTUYECKUX» Tpaldekys. HeMunHepanuzoBaHHbIE AEMO3UTHI

MaToOJIOTHYCCKOro OCTCOMIAa OKpalluBarOTCA 303MHOM, MHHCPAIN30BAHHBIC



51
0a3opuabHBl  (OKpAIIMBAIOTCS  T'€MAaTOKCHJIMHOM). JIOCTOBEpHO  OTJIHMYHUTH
HEMHUHEPAIN30BAHHBIN MATOJOTMYECKUN KOCTHBIM MaTpUKC (OCTEOU]) OT JPYroro
AKCTPAICIITIOIIPHOTO MaTprKca (KOJUIareH) J0cTaTouHo HenpocTo. [Ipu 6onbimom
yBenuueHun Mukpockomna (x400) wuccienys KoJjulareH MOXKHO OOHapy>KUTh
GUOPMILIIPHOCTD, OCTEOH/T K€ 00J1€e TOMOTEHHBIMN.

B cooTtBercTBUM cO crnenu@UUECKUMU THUCTOJIOTUYECKUMU TPU3HAKAMH,
corimacHo kimaccudukarmuun BO3 2013 r. [15] kmaccumyeckass ocTeocapKkoMa
MoApa3aesieTCs Ha HECKOJIbKO TMCTOIOTUYECKUX BAPUAHTOB:

1. OcreobnacTuueckuil (BKItOUasi CKIEPO3UPYIOLIUNA BapUAHT).

XoHpoOIacTUUECKUH.
dOubOpoOITACTHUSCKUM.

Boratelii ruraHTCKUMU KJIeTKaMU (TUTaHTOKJIETOUYHBIN ).

2
3
4
5. OcteobiacToMano100HbIH.
6. DNUTEITNOUTHBIN.
7. CBETIOKJIETOYHBIN.
8. XoHapobiacToMarno100HbIH.

OnHako, HECMOTPS Ha BBIJCIICHUE TaHHBIX THCTOJIOTUYECKUX BApPUAHTOB, HE
OBLIO BBISIBJICHO pa3IMYui B TEUCHHUU U MPOrHo3e 3abojneanus [28]. B mpenemax
ONIHOW  OMyXOJW  4Yaile BCEro OOHApYKUBAIOTCA  OCTEOOJIACTUUECKUN,
XoHApoOmacTuueckut u  ¢GudpobracTuUuecKuid BapuaHThl. [ HCTOIOTHMUECKUN
MOATUIl ONpPEAeNsieTCsT HCXOAs U3 Mpeoliafarollero mnaTTepHa B OIMYXOJIH.
OcrteobnacTuyeckuit BapHaHT BCTpEYACTCS B 76-80% CIIy4aes,
xoHapobmactuyeckuii B 10-13%, ¢pudpodbmactuueckuii B 10%.

[Ipu ocTeobmacTUUeCKOM BapuaHTE MPeodIagacT «HEOIACTUYECKAs KOCTh
B BHUJIE MATOJIOTMYECKOTO OCTEOHa, MIPOIYUUPYEMOTO KJIETKAMHU OIyXOJIH.
OOHapyXMBalOTCS YYaCTKH HAMOMUHAIOUIME IO CTPOCHUIO KOMITAKTHYIO KOCTb
(CKIIepO3UPYIOIIUMA TH).

[Ipu  xoHAPOONACTHYECKOM  BapuaHTe  NPeoOsafar0T  30HBIL €
XOHApOoAU(DPEePEeHIIUPOBKOM B BHJIE HEOIJIACTUYECKOIO THAMHOBOrO XpAIlla

(high-grade). MoryT OBITh MHKCOMAHBIE YYaCTKH, 4Yalle IMpPU MOPAKEHUU
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yentocte. Heonnactuueckue KieTku ¢ (PEHOTUIIOM XOHAPOILUTOB, C BHIPAXKEHHOU
KJIETOYHOM aTumued, JexaT B JIAaKyHapHbIX IPOCTPAHCTBAX  XPSIIEBOTO
THAJTMHOBOTO MaTpUKCAa WJIM pacojaraloTcsl MOOJAMHOYKE WM B BUAE TKEH B
MUKCOUJHOM MaTpuKce. XpsIIeBOH KOMIIOHEHT MOXKET ObITh Mpeo0Jiaaronium
WU 0OHAPYKUBATHCS B BUJIE OT/IEIbHBIX OYAroB.

[Ipu ¢ubpoOIACTHUECKOM BapHUaHTE HEOIJIACTHYECKUE KICTKH OOBIYHO
BEPETCHOBUAHON  (OpMBI, pexe UMEIT HSOUTEIUOUAHBIM  QeHoTun. B
OOJIBIIMHCTBE CJIy4yaeB BbIpaKeHa KJeTouHas atunus. Kietku omyxonu
aCCOIMUPOBAHBI C AKCTPALEUIIOISPHBIM KOJIJIar€eHOM, BMECTE C KOTOPBIM 4YacTO
oOpazyroT mTopu(pOpMHBIM maTTepH (paHee UW3BECTHBIM Kak  BapUaHT
HAalIOMUHAIOIUK 3JI0KaYeCTBEHHYIO0 (HuOpo3Hyro ructuouutromy). Kierku c¢
GuOprIsIpHOM  P03MHOPUIBHON  IUTOIUIa3MOM,  MUODUOpoOIaCTHUECKON
nuddepenipoBkoit. OCTEOKIACTONO00HBIE MHOTOSIJICPHBIC KIETKU HE SIBIISTIOTCS
HUCTUHHBIMHU KJIETKAMHU OMYXOJIU U MOTYT OBITh OOHApPYX EHbI B Pa3HBIX MOJISIX
3peHHS B PA3HOU KOHIEHTPALIUH.

[Ipu octeobnacToManogqo00OHOM BapuaHTE HEOIUIACTUYECKHE  KIIETKU
OTUETJIUBO OKPY’KAIOT OCTEOMUJ U HEOIJIACTUYECKYH) KOCTHYIO TKaHb, HAIIOMUHAs
cTtpoenue ocreobnactomel. Onnako, pu KO mpucyTcTByOT Mopdomoruueckue
MPU3HAKU KJIETOYHOU aTUIUU U BHICOKAss MUTOTHYECKAsl aKTUBHOCTb, B TOM YHCIIE,
3a CUET MATOJOTHYECKUX (PUTYP MUTO30B.

[Ipu AMUTETUOUTHOM BApUAHTE OOHapyXUBAIOTCA KpYITHbIE
MOJIUTOHAJIbHBIE HEOTJIACTUYECKUE KIIETKU C AITUTETUOUIHON MOP(OJIOTHEH.

XoHpo0OIacTOMANOI00HBI BapUAHT HAMOMHUHAET IO THUCTOJIOTUYECKOMY
CTPOCHUIO XOHAPOOIACTOMY, OJTHAKO, XapaKTePU3yEeTCs UHBA3UBHBIM XapaKTepoM
pocTa W KJIeTOuHOM aTumnuei. Tak Kak Mpu JAHHOM THCTOJIOTMYECKOM BapUaHTE
KJIACCUYECKOM OCTEOCAapKOMBI TakKe€ MOTYT MPUCYTCTBOBAaTh TMTAHTCKHUE
MHOTOSIZIEPHBIE  KIIETKH, OH TPEACTaBIsAE€T ONpPEACIICHHbIE TPYAHOCTH B
muddepennmansaon quarnoctuke ¢ aApyrumu ['KII koctelt y aeTeit u moApOCTKOB.

[Ipu Bapuante OOraToM THUTAaHTCKUMH KJIE€TKAMU B TKaHU OIyXOJHU

BBIABIISACTCA 0oaBIIOL KOJIUYCCTBO TUT'aHTCKHUX MHOT' OAACPHBIX
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OCTEOKJIACTOMOOOHBIX KIJIETOK, KOTOphle [0 CYTH Jejla He SBISIOTCA
HEOIUTACTUYECKUMU. YUUTHIBAsA, YTO JAHHBIA TucTojiornyeckuid Bapuant KO
BCTpEUaeTcsl KpallHEe pPEAKO, BEPOSITHOCTh JAMArHOCTHYECKON OIIMOKH B TaKHX
ClydasX O4Ye€Hb BbICOKA. B Takux ciaydasx BO3HUKAaeT HEOOXOJUMOCTh
muddepenumansuon auardoctuku ¢ apyrumu ['KIT kocteit (I'KO, AKK, XBb,
HO® u np.).

[TanieHTBI €  KJIACCHMYECKOM  OCTEOCAapKOMOM  OOBIYHO  IMOJYYaroT
MPEIONEPALIMOHHYI0  XuMHoTepanui. (ClegoBaTelibHO, BAXKHOM 3ajayed s
narojora sIBJIIETCS aJIeKBaTHasl OLIEHKAa WHIYIMPOBAHHBIX MOCTTEPANIEBTUYECKUX
M3MEHEHU B TKaHU OMYXOJH, TaK Kak 3TO OJWH U3 3HAYUMBIX MPOTHOCTUYECKHUX
(hakTOpOB, OMPEACISIONUX OOIIYI0 U O€3pElUIUBHYIO BEIKUBAEMOCTh. XOPOITUM
OTBETOM sIBIIsieTCsl OOHapyxkeHue meHee 10% KUBOM OMyXoiau OT €€ OOIIero
obbema (cuctema Huvos u coant.) [17].

[Ipyn UMyHOTHUCTOXUMHUYECKOM HCCIIEA0BAHUU KIIACCHUUECKON 0CTE0CapKOMBbI
HE BBISIBIICHO CHENU(PUYECKUX MAPKEPOB, MO3BOJAIONIUX TOCTOBEPHO MPOBOIUTH
mudpepeHnanbHy0 JMarHOCTUKY C JPYTUMH HEOIUIACTUYECKUMU MOPAKEHUSIMHU
KocTeil. MoxeT HaOIoAaThCA AKCOpeccus Takux MmapkepoB kak S-100 Protein,
Osteocalcin, Osteonectin, SMA, NSE u CD99. Cnenyer moMHUTbH, 4TO B psJie
CJIy4aeB BCTpEYaeTCsl peakius ¢ anuTeauaibHbiMu Mapkepamu (panCK AE1/AE3
u EMA), 4T0o MOXeT NPUBOJAUTH K JUATHOCTUYECKUM OIIHOKaAM.

[Ipu »1IeKTpPOHHOW MHUKPOCKONHMHM KIJIETKH OIMYyXOJW WMEIOT NPU3HAKU
ME3EHXUMAJIbHBIX KJIETOK C BBIPAXEHHOW CEThIO  AHIOIUIA3MATHYECKOIO
peTukyiyMa. Sapo MOXKET pacroiaraTbCsi JKCLUEHTPUYHO, XOPOIIO Pa3InuuM
anmapat [onpaxu. MeEXKIETOYHBIE  MaTPUKC  COJEPKHUT  KOJIAr€HOBBIE
buOpUILITHI, B KOTOPBIX 0OHapYKUBAOTCS JETIO3UTHI KPUCTAJJIOB
rujpokcuanarura (matosorudeckuit ocreonn). [locnenuuit mpu3HaK MOXKeET OBITh
nmoje3HeiM B AudepeHnuaIbHOM  JUarHocTMKe ¢ capkomoit  FOwmra,
METaCTaTUYECKON KapIIMHOMOM, MeTaHOMOM 1 TUMGPOMOIA.

bompmuuctBo KO wuMmeror komrmiekcHble (3 u 0Oojiee)  XpPOMOCOMHBIE

a6eppauHH, KaK KOJHMYCCTBCHHBLIC, TaK H CTPYKTYPHBLIC. MOI[EIJ'IBHOC YHCJIO
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XpoMocoM (00I1Iee KOJMYECTBO XPOMOCOM)  IMATOJIOTHYECKOTO KJIOHA OYEHb
BapuabenbHO. YacTo MOKHO OOHAPYX UTh COCYIIECTBOBAaHHWE MHOKECTBA KJIOHOB,
KaK PpOJICTBEHHBIX, TaK U HEPOJCTBEHHBIX. V3MEHUMBOCTH XPOMOCOMHBIX
abeppanvii OT KJIETKM K KIETKE OTpa)kaeT TEeM CaMbiM BBICOKHI YPOBEHb
TF€HETUYECKON HECTAOMIBHOCTU U T€TEPOr€HHOCTU JAHHOTO THUIIA OITYXOJIH.

[loBTopsitomrecss ~ amrmuiMpuKaMud U yBEJIUMYEHUS  KONMUHUHOCTHU
onpeneneHHbIx ydacTkoB JIHK Obuin BBISIBIEHBI HA HECKOJIBKUX OMPEACIICHHBIX
pernoHax xpomocom: 1p36, 1q21-22, 6pl2-21, 8q21-24, 12ql1-14, 17pl1-13,
19q12-13. Pexe BcTpedaroTcsi MOTEPU F€HETUYECKOTO MaTepuaia peruoHoB 3ql3,
8p21, 9p13, 13q14 [30].

Yacras peneuuss WA TOTEPS TETEPO3UTOTHOCTH ydacTka 3ql3 sBusgercs
cneuuguyHOil abepparueld mjig OocTeocapkoM (B HACTOSAIIMA MOMEHT OIKCaHa
TaKke TOJBKO TPU pake sSUYHUKa). B JaHHOM pervoHe KapTHUpOBaH TE€H —
onkocymnpeccop LSAMP (gene limbic system-associated membrane protein),
peryiupyiomuii nponudepanuo KIETOK, U, MNPEANOI0XKUTEIbHO, UTPAIOIIN
BEIYLIyI0 pOJIb B TMaTOreHe3e pa3BuTUg omyxond. lMmeercss TeHaeHuus K
accoumanuu genenuu 3ql2 ¢ mporpeccuei W IJIOXMM MPOTHO30M 3a00JIeBaHUS
[31].

AMmuinduKanua U yBeJIMUYeHUE KOMUMHOCTH peruoHa 6pl2-21 Bcrpevaercs
B 40-50% cinydaeB AaHHOrO BapuaHTa OMyXOJaHu. [loTeHHHANIBHBIM TapreTHHIM
r€HOM JaHHOro peruoHa sBusgercss TreH RUNX2, ywacTtByromui B
muddepenmpoBke octeobnactoB. Beicokuil ypoBenb skcnpeccun RUNXI1 Takke
aCCOLIMMPOBAH C IJIOXUM OTBETOM Ha Tepanuto [32].

Henmeuunss wim moTeps TETEPO3UTOTHOCTH T'€HOB-OHKOCyIpeccopoB RBI1
(retinoblastoma 1) (permon 13ql13) u TP53 (tumor protein p53) (peruonl7p),
KOHCTUTYIIMOHAJIbHAST WMHAKTUBAIlMS KOTOPBIX acCOLMMpPOBAHA C BPOXKICHHOU
petuHoOnacTomoil U cuHapomom Jln-dpayMeHHn, COOTBETCTBEHHO, BCTpPEUaETCS
Takke B 35-40% ciydasx cnopagudecKux KIACCUYECKUX ocTeocapkoM [15; 33].

CrnemyeT OTMETUTh, YTO HECMOTPS Ha OOJBIIOE Pa3HOOOpa3re BO3MOXKHBIX

T€HETUYECKUX aHOMAaJUW MPU OCTEOCAPKOME, HE YNaloCh OOHApYXUTh PabOTHI,
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YKa3bIBAIONIUE HA Ty WIM UHYIO CTETIEHb KOPPEJISIIIUU MEK/Ty TUIIOM T€HETUYECKUX
aHoManui 1 MOp(HOIOTUYECKUM BAPUAHTOM OITYXOJIH.

HuddepennpanbHy0 JUAarHOCTUKY KIACCUYECKOM OCTEOCAPKOMBI CIEAYET
MPOBOJIUTh C OCTEO0JACTOMOM, XOHApPOCApKOMOH, naeaudPepeHIMPOBAHHOM
XOHJIPOCAPKOMOM, TUTAaHTOKJIETOYHON OMyXojbhl0 (0COOEHHO, BapwaHT Ooratbli
TUTAaHTCKUMHU KIIETKaMH), OCCUPUIUPYIOIIUM MHUO3UTOM, capkomoil FOwuHra,
AHEBPU3MAaJIbHOU KOCTHOM KUCTOMH, bubdpocapkomMoi, MPUYYITUBOU
MapaoCTaIbHOM OCTEOXOHAPOMATO3HOM Mpoaudeparueit [17].

Knaccudeckast ocTeocapkoMa XapaKTepHU3yeTCs JIOKAIbHO arpecCUBHBIM
POCTOM U OBICTPOI TeMaTOT€HHOM AMCCEeMUHAIEN. MeTacTaTuuecKoe MopaxeHue
Jerkux  sBusercss  Haubosnee yacThiM. OnucaHbl  €AMHUYHBIE  CIydau
METAaCTa3upPOBAHUS OCTEOCAPKOMBI B JKEIYIOK [34].

B nepBoii nosoBuHE IBaAIIATOTO BeKa S-JETHSS BBKMBAEMOCTh MAIllMEHTOB
C KJIaccuyeckol octeocapkomoit Obuta He Bbime 20%. OQHUM M3 OCHOBHBIX
METOJIOB JieueHHsl Oblla amMmyTalus, OJHAKO, MHOTHUE MallMeHThl yMHUpAIU OT
METAaCTaTUYECKOTO TMopaxeHust Jjerkux. B 70-e roasl 20-ro Beka S-JE€THSsA
BBDKMBAEMOCTh MIPU JIOKAIM30BaHHBIX (hOPMax OCTEOCAPKOM IMOBBICHIIACH U CTalla
nopsiaka 60-70% [25]. JlanHOoe 0OCTOSTENHCTBO OBUIO CBS3aHO C HAYaIOM
MPUMEHEHUSI  XUMHUOTEpanmMd B  COYETAaHUU C  yCOBEPIIEHCTBOBAHUEM
XUPYprudeckor TakTuku. HexoTopble aBTOPHI MPUBOAST O0j€e BHICOKHE HUPPHI
obmreit (75%) n 6eccoObITHIHON (65%) S-M€THEW BEDKUBAEMOCTH MPU aJICKBATHOM
XUMUOTEpANMid B COYETAHHM C XUPYPTHUUECKUM JICUCHHUEM TMPU OTCYTCTBUU
MeTtactazoB [28]. OpgHako, NOpu METACTATHYECKOM TMOPAXKEHUHU  S-JICTHSS
BBDKMBAEeMOCThb ocTaetca 25-30% 1o Hacrosmiee Bpems, MO JAHHBIM pPa3HBIX
aBTOpOB BapbupyeT OT 10 10 50%. Xyxke nporHo3 npu HeHTPaIbHOU JIOKATU3alUN
JeroyHbix meractazoB [35]. [IpuueM npu pagukaibHOM HUCCEUYEHUU METACTA30B B
JETKUX, BBDKMBAEMOCTh KoJiebsercs Ha ypoBHe 12-23%, a mpu OTCYTCTBUHU
MeTtacta3zdkTomuu Bcero 2,6% [20]. Rajaram Nagarajan u coaBt. [36] mpocienunu
BBDKHMBAEMOCTh JIETEM C IMAarHO30M «OCTEOCAPKOMAay» Ha MPOTSKEHUU Oojiee yeM

20 mer. CorilacHO WX JaHHBIM, CPeAW AETEW NOCTUTIIUX S-JIeTHUW mnopor, 20-
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JIETHSIS BBDKMBAEMOCTh cocTaBmiia 88,6%. JlyueBas Tepamnusi nmpu ocTeocapKoMax
HE HUMeeT 3HauuMou 3(h(PEKTUBHOCTH, a B pAJie CIy4aeB MOXKET MPUBOJAUTH K
Pa3BUTHUIO BTOPUYHBIX  HUHIYIIUPOBAHHBIX  OOJy4YEHHUEM  3JI0KaUY€CTBEHHBIX
omyxoneil. OnHaKO, HEKOTOPbIE aBTOPHI PEKOMEHIYIOT JYYEBYIO TEpanuio B

ClIy4asiXx Hepe3eKTabelbHBIX ocTeocapkoM [23].

[IporHo3 ocTeocapkoMbl 3aBHCUT OT MHOTHUX (PaKTOpPOB: BO3paCT, TMOJI,
pasmepsl (00BbEM) OMYXOJdH, JIOKAIM3AIMS, «UYUCTOTAa» XUPYPTrUYECKOrO Kpas
pe3exuuu u ctaauu. Hamnpumep, JoKkanM30BaHHOE JUCTAIbHOE MOpaxeHue, donee
90% xuMHOTEpaneBTUYECKU-NHAYIHPOBAHHOTO HEKPO3a ONyXOJW B COYETAHUU C
paauKaJIbHOM pPE3eKIHel oOecrmeunBaeT S5-JIETHIOI BBDKHBAEMOCTh B Oojiee dyem
80% cnyudaeB. Tak Hanpumep, €CTh padOThI, TOKA3BIBAIOIINE KOPPEIALHIO MEXKITY
00bEMOM HEKpo3a omyxoiu u mnporro3om [37], ypoBHeM skcmnpeccuu VEGF ¢
XYJAIIUM MIPOTHO30M M BO3MO>KHOCTBIO TPUMEHEHHS TapreTHou Ttepanuu [32; 38].
HexoTtopble  aBTOpbl  €COOOIIAIOT O  JIy4llleM MPOTHO3Ee, €CIu  MpHU
MOPGOMETPUYECKOM HUCCIEOBAHUM OOHAPYXKUBAIOTCS «OOJBIINE U OKPYTJIBIE»
Apa HeoIulacTUYeCKuX KieTok [39]. Xyke mporHo3 mpu NPOKCUMAIBHON WU
aKCHAJIbHOM JIOKaMU3aluy OIMyXOJIM, OOJBIINX pa3Mepax, HaJUYUU METAcTa30B U
IJIOXOM OTBETE Ha MPOBOJMMYIO MPEAONEPAUUOHHYI0 XUMHOTepanuio [15], mpu
JOKIN3AIMU OMyXOJIM B KOCTSX Ta3za [40], Opu OTKIOHEHUM OT HOPMAJIbHOIO
HMHJIEKCa MacChl Tejla Ha MOMEHT MocTaHOBKHM auarHosa [30]. Ecte coobmienus o

3aBUCHMMOCTH HWHTCHCHBHOCTH aIIOIITO3a HCOINIACTHYCCKHMX KIICTOK M IIPOTrHO3a

[41].

1.3.7 T'ucanmoxnemounvle HnOpAdCeHUss KOCmMeu 6 pamMKax CUHOPOMOB
(xepysusm, cunopom Agghe-Kamnanauu).

OpHoii M3 OCOOEHHOCTEH TMATOJIOTMM KOCTEH y JeTell sBisercs
OoOHapy»XEHHUE HEOIUIACTUUECKUX MOPAKEHUN B paMKax pa3IMYHBIX CHHIPOMOB
(CMHIPOM MHOKECTBEHHBIX OCTEOXOHApPOM, Ooiie3Hb Onbe, HelipoduOpomaTos u
np.). Tak wmanpumep KO (B TOM umnclie ¥ THTaHTOKJIETOUHBIM BapHaHT) MHOTIA

HaOxro/1aeTcst B paMkax cMHAPOoMoB Li-Fraumeni, BpoxxaeHHOW peTHHOOJIacTOME,
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Rothmund-Thomson, anemuun Diamond Blackfan u npyrux [24]. I'pynna ['KII

KOCTEN He siBisieTcs uckimoueHueM. Tak Hanpumep, LHI'KID™ moxer BcTpeuaercs B
paMKax HECKOJbKUX CUHIPOMOB. OJTHUM M3 TAaKUX CUHIPOMOB SIBIIIETCS XEPYBU3M
(ayTOCOMHO-JJOMUHAHTHOE HACJIEJCTBEHHOE 3a0oJieBaHWE, KapTUPOBAaHHOE Ha
xpomocome 4p16.3 SH3BP2). On xapakrepusyercs OmiaTepalbHbIM MOPaKEHUEM
YEIIOCTeH, MPUBOISIIUM K BBIPAXKEHHBIM JeopMarusiM JIMIIEBOIO CKeJeTa.
Jpyrum mpuMepoOM CHUHApPOMA, B paMKax KOTOporo MoxHO BcTrpetuTh LI'KT
apisierca HeWpopubOpomatod 1 Tuma, cungpom Adde-Kamnanaum [141] wiwm
cungpom Hywnan [17]. Onucan ciyyaii coueranus HeiipopuOpomaro3a 1 Turma,
XEpYBU3Ma U MHOKECTBEHHOT'O MOPAXKEHUSI CKEJIETa OCTEOJIUTUUYECKOTO XapakTepa
[73]. MuoxectBeHHble MDJ[/HO® M0OKHO BCTpETUTH B paMkax cunapoma Adde-
Kamnanaum.

XepyBU3M — ayTOCOMHO-JOMHUHAHTHOE HAcCJEIACTBEHHOE 3a00JeBaHMUeE,
XapaKkTepu3yromieecs CUMMETPUUYHBIM MOPAXKEHUEM BEPXHEH M HUKHEU YENIOCTU
[116]. Panee nns o0o3HaYeHUsl JaHHOUM MATOJOTHH HCIOJIB30BAIUCH CIIECAYIOIIHNE
CUHOHUMBI: ceMmelHas (uOpo3Has JUCIUIa3us U IOBEHWIbHAsA (PuOpo3Has
nucrinazus. ctuHHas yactoTa JaHHOrO 3a00J€BaHMS HEU3BECTHA, TaK KaK OHO
BcTpeuaeTcst penko. CumTaercs, 4To HaONMOJaeTcss dalie y JeTed U UMeeT
TEHJICHIIUIO K PEerpeccy B MOJAPOCTKOBOM BO3pAaCTe.

B stnonorun npunaror 3Hauenne myranuu SH3BP2 rena, noxkanu3oBaHHOTO
Ha xpoMocoMe 4p16.3. Jlannasa nosomka BeisiBisieTcs B 80% ciryyaes.

Cunapom Adde-Kamnanauu — penkoe 3a0oneBaHHe, XapaKTEPHU3YIOIIEECs
MHOXECTBEHHbIM TopaxkeHueM koctedt (HO®D), marnamu Ha koxke (café-au-lait
spots), yalle B COUETAaHUU C KIMHUYECKUMU MPOSBICHUAMU Helipopudbpomarosa 1
tuna [9; 115].

Bnepseie B 1958 rony Adde onucan coueranne mHoxkectBeHHbIXx HOD u
XapaKTEepHbIX MATEH Ha KOXXE€ B COUYeTaHWM ¢ Heilpodubpomarozom 1 Tuma,
npejanoyiaras Kak HEOOBIYHBIM BapuaHT TeueHus mnochenHero. OmnpeneneHue
cunapoMa kak «Sdde-Kammanaun» Obl10 mpemnoxkeHo Mirra u coaBT. B 1982

rony [126]. B 1983 romy Campanacci ¥ COaBT. OMyOJUKOBAJIM CEPUIO
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HaOII0/IeHn, cocTosmyo U3 10 malueHToB C TaKUM CHHIPOMOM U MPEIOKUIN
KPUTEPUU €ro JUAarHOCTHKH, AaKTyalbHble N0 HacTtosimee Bpems [127]. B
JOCTYITHOW MEIULMHCKOW JIMTEpPAType Ha CETONHAIIHUN JE€Hb OMUCAHO BCETO
HECKOJIbKO JecaTkoB ciiydaeB [115; 128], nmpu 3ToM MHOrue 0€3 reHeTHYECKOM

BepuUKaIMU AUArHO3a.

1.3.8 JIpyeue nopasicenus kocmeti ¢ 2u2aHmMOKIEMOYHbIM KOMNOHEHMOM.

K 7apyrum mnopaxeHusM KOCTeM C HaJUYUeM TUraHTOKIETOYHOTO
KOMIIOHEHTa MOXXHO OTHECTH THCTHOIMTO3 U3 kieTok Jlanrepranca (I'KJI) u Tak
HAa3bIBAEMYIO «KOPHYHEBYIO» OIyXOJib Npu runepmnapatupeose [105; 106; 107].
JlaHHbIE TOpAXKEHUSI KOCTEM MHOTJA MOTYT MPEICTABIAThH CIOXKHOCTU B MPOIECCce
muddepennmansuod  auarHoctuku ¢ japyrumu [KII npu mamom  oObeme
UCCIIEIOBAHHOTO MaTepuaia, OCOOCHHO 0e3 ydeTra BO3pacTa, KIMHUYECKHUX
MPOSIBICHUM M UCIOJb30BaHUs JyYEBbIX METOAOB AuarHocTuku. OaHAKO, B
OOJIBIIMHCTBE CIy4YaeB, MPU KOMILIEKCHOM MEXKIUCHUIUIMHAPHOM MOJXO0/E TaKUX
3aTpyqHeHU MoOkHO u30exarth. Tak nHampumep, 'KJI oTHocuTcs k Tpymie
TUCTUOIMTAPHBIX TOPAXKEHHUM, B psAlE CIy4aeB XapaKTepU3yeTCs HE TOJBKO
MHOXXECTBEHHBIMU JIMTUYECKMMHU OYaraMd B KOCTSIX, HO M COYETaeTcs ¢
MOpaXeHUEM KOXXM W BHYTPEHHUX OpraHoB (TeHepain3oBaHHas ¢opma). [lpu
MOP(OIOTUYECKOM HCCIIETIOBAHUM HEOIJIACTUUECKUE KIETKH UMEIOT XapaKTepHbIE
npu3Haku (TIpoJoiabHbIE OOpo37KkH B sapax). [lpy HUMMYyHOTHCTOXHUMHYECKOM
UCCJIEIOBAHUM KJIETKM omyxoiu 3kcnpeccupyror Langerin m CDla. Takum
obpazom, ['KJI ne mpeacrasnser npobieM B auddepeHiinaibHON TUarHOCTUKE C
npyrumu npencrasutensimu ['KII koctelt y neteit u OOJBIIMHCTBOM aBTOPOB HE
paccMaTpUBaEeTCA B JTAHHOM KOHTEKCTE.

«KopuuneBas omyxoisb» mnpu runepnapatupeose (I'TIT) xapakrepusyercs
HaJU4YueM JECTPYKTUBHBIX KHCTOMOAOOHBIX OYaroB B KOCTSIX CKelieTa B
pe3yibTaTe OCTEOKJIACTHYECKOM pe3opOIuu KocTHOW TkaHu [83]. B TunmmuHbIx
ClIy4yasX IMarHO3 MOKET OBITh BBHICTABJICH MPHU HCCIEIOBAHUHN YPOBHEN KalbIusi,

dhocdopa u maparropmona B nepudepuyeckoit kposu [106].
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«KopuuneBas» onmyxoib MpU TUIEpHIapaTUPE03e, B OCHOBHOM, BCTPEUAETCs

Y B3pOCIJIbIX MMAITUCHTOB, B HAINX UCCICAOBAHUAX Y I[GTGFI HC BCTPCYAIACh.

1.4 3akiarouenue.

Kak BugHo u3 mpuBenenHoro o63opa, I'KII xoctell y nereil u moapocTKoB
MPECTABIAIOT COOOM CIOKHYI0O MHOTOKOMIIOHEHTHYIO 3aJ1auy Kak Ha pa3iuyHbIX
JTamax JMarHOCTUKU, TaKk W B BbIOOpe JanbHEWIIeld JieueOHONW TaKTUKU U
ompenesieHus] MporHo3a 3abojieBaHusi. JlJisl yCHEIIHOrO pelIeHUs] TaKOW 3aladu
HEOOXOJIUM KOMIUIEKCHBIM MEXAUCIUIIMHAPHBIA MOAXOJ B IJIaHE aJeKBAaTHOMU
OIICHKHM U COIOCTaBJICHUS UHGOPMAIIMUA O MAIMEHTE U ero 3a00JIeBaHUU HA BCEX
JTarnax, HauuHas OT MOJPOOHOT0 aHAMHE3a U OLIEHKU JaHHBIX UHCTPYMEHTAIbHOU
JUATHOCTUKHU JI0 BHUMATEIbHOW HHTEpHpeTanuu MOpQOJIOrH4ecKOd KapTHUHBI U
MPUMEHEHUSI JIOMOJTHUTEIbHBIX METOJO0B HCCIENIOBaHUS (MMMYHOTUCTOXUMUSI,
[IUTOT€HETHUKA, CCKBEHUPOBAHUE U JIP.).

Tak xak ocHOBHBIM KOMIIOHEHTOM Bcex ['KII kocten ABnsercs npucyrcraue
B PAa3HBIX KOJMYECTBAX WU COOTHOLICHUSX TUTAHTCKUX MHOTOSIAEPHBIX KJIETOK
(ocTeokacToB), AaHHOE OOCTOSTENBCTBO 3a4acTyl0 OOYCIIOBIMBAET HAIM4YKE
CXOJIHBIX KJIMHHUYeCKUX mpu3HakoB. Tak, mpu mHorux ['KII xanoOwl marueHToB
MOXOXXH U HE HMEIOT KaKOoW-IuMOo crenuuky, Kak HarmpuMep, IpPU OCTEOU]
octeoMme (HouHbIe Oosin, Kynupytomuecs npuemom HITBC). [Ipu ananuze nanHbix
nydeBoil nuarHoctuku U MPT-uccnenoanusi mpu Bcex ['KIT oGnapyxuBaercs
JTUTUYECKUN KOMIIOHEHT MOPAXKEHUSI, CBSI3aHHBIM B OOJIbIIIEH CTENEHHU, C HATUYHUEM
OCTEOJIMTUYECKOr0 TMOTEHIHaNa TUTaHTCKUX MHOTOSAIEPHBIX KiIeTOK. CTout
OTMETHUTh, YTO JaXE B COBPEMEHHBIX PYKOBOJCTBAX, MOCBSIIEHHBIX JIy4€BOU H
MPT-nuarnoctuke  (Musculoskeletal — Imaging), omnucanue  NpU3HAKOB,
xapaktepHbix 1 ['KO u I'KII menkux KoCTel CKeneTa OIMUCBHIBAIOTCA B OJJHOM
pasznene “Osteoclastic Giant Cell Rich Tumors” [108]. HauGonbiine nutudyeckue
M3MEHEeHHUs dyaie Bcero HabmromaroTcsa npu ['KO, xoTopas coaepXuT OOJbIIOE
KOJIMYECTBO OCTEOKJIACTOMOJOOHBIX MHOTOSIICPHBIX KIETOK. A TpH OLIEHKE

TUCTOJIOTMYECKOW KapTuHbl omyxonu, MHorue [I'KII moryr mMmers 4yTth au He
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UJEHTUYHYI0O MOP(OJIOTHYECKYIO KAPTUHY, OCOOCHHO, NPU HAJIUYUU MAaJIOTro
o0beMa IMArHOCTUYECKOTO Marepuaina. Tak, HampuMmep, B HEKOTOPBIX HAIIUX
Ha0monenusx LI'KT yentoctu Obia ructosorudecku Hepaznuuuma ¢ ['KO (Tak
KaK BMECTO BEPETEHOKJIETOYHOTO KOMIIOHEHTa Mpeo0iiaiall MOHOHYKIICAPHBIN), a
Xb Mopdonoruuecku 6wuta TpyaHo oTiauuumoin oT I'KO (Goibiioe KOJIUYECTBO
KPYITHBIX MHOTOSIIEPHBIX KJIETOK, OTCYTCTBUE OYEBUIHBIX TPU3HAKOB Xb) U T.1.

CrnenoBarenbHO, Ja)Ke cCaMbli THIATEIbHBIN aHAIU3 JIAHHBIX, HO B paMKax
OJIHOTO JUArHOCTUYECKOr0 YPOBHs (aHAMHE3, UHCTPYMEHTAJIbHAsI IUarHOCTUKA U
MOpGOIOTUYECKOEe HUCCIEOBAaHKME) KpailHE OrpaHHMYeH B CPaBHEHUH C
KOMIIJIEKCHOW OLIEHKOM.

Tak, wnanpumep, mia koppektHod mguarHoctuku III'KIT wHeobxomumo
MPUHUMATh BO BHMMaHUE, YTO OHA Yalle BO3HUKAET Yy MOJPOCTKOB (2-s1 Aekana
KU3HHU), U3MIO0JEHHAs JOKalu3alus JaHHOTO O0pa30BaHUSI — 3TO BEpPXHAA U
HIDKHSISL YEJTIOCTh, UMEET COJIMTApHBIM THI MOpPaKeHUsl (€CIu He BCTpedaeTcs B
paMKax xepyBu3Ma uiu Hepodubpomarosa 1 Tuma), MeJIeHHbIE TEMITbI pocTa (0T
HECKOJIbKUX MECAIEB J0 HECKOJBbKHUX JIET), MPEJACTaBIeHa JIUTUUYECKUM OYarom
MOpaXeHUsT C YEeTKUMU TpaHuiaMu. [Ipu THUCTOTOTHMYECKOM UCCIEA0OBAaHUU
BBISIBJISIETCS BEPETCHOKJIETOUHBIA KOMIIOHEHT 0€3 MPU3HAKOB ATUIUU KIETOK U
HU3KOW MHUTOTHYECKOW aKTHUBHOCTHIO, TUTAHTCKUE MHOTOSJIEPHBIE KIIETKU
pacronararoTcsi HEpPaBHOMEPHO, B BHJI€ KJIACTEPOB, 4Yallle BOKPYT O4YaroB
kpoBom3nusiHuid. Kakux-nmub6o muroreHetnyeckux anomanuit npu [I'KT nHe
BoisiBieHo. Hampotus, mis ['KO xapakTtepeH cieayronuii HaOOp OCHOBHBIX
Mpr3HaKoB: Bo3pacT ot 20 10 40 yieT, B TOJOBUHE CIYYaeB MOPAXKAIOTCS JJIUHHbBIC
TpyOuatble KOCTH  (OpPMHUpPYIOIIUME  KOJIEHHBIM  cycTtaB  (OeapeHHass W
OonbiedepIoBas), MopakeHue MeTtaduzapHo-snudu3zapHoe, npu
PEHTIEHOJIOTUYECKOM HCCJIEI0BAHUU BBIABISETCA SKCUEHTPUUYHBIN JIMTUYECKUM
oyar, WHOTJA C pa3pylIEeHUEM KOPTUKAJIBHOTO CJIogd © (POpMHpPOBaAHUEM
BHEKOCTHOTO KOMIIOHEHTa MSTKOTKaHHOW IUIOTHOCTU. [Ipu rTHCTOMIOrHYecKOM
UCCIIEIOBAHUM OMYXOJb COCTOUT W3 JBYX THUIIOB KIJIETOK — MOHOHYKJIEApPOB U

TUTI'aHTCKHX MHOT'OAACPHBIX KJICTOK, nmpuueM  Adpa obonx KJIICTOYHBIX
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KOMIIOHEHTOB UMEIOT CXOXkue Mopdonorunueckue xapakrepuctuku. [lpu
UCCIIEIOBAHUM TE€HETHUYECKUX TMOJOMOK Obuio oOHapyxeHo, uto ['KO wumeer
abeppanuro H3.3 (H3F3A) [85]. HecmoTps Ha 310, kiuHaMYeckuid auaruo3 ['KO
4acTo (PUTYpUpPYET B HAIPABICHUSIX MAIMEHTOB C HOBOOOPA30BaHUSAMHU KOCTEU
Yyepera v 4eloCTe.

NHTEpPECHON U CIIOKHOW MPEACTABIISIETCA KOMIUIEKCHAs auarHoctnka AKK,
OCOOCHHO, €€ COJMIHOro BapuaHTta. llocnenoBaTenbHas HCTOpUSI Pa3BUTHUS
B3m1si0B Ha AKK daBnsiercs tomy mnonarBepxkaeHuem. Tak, Hampumep, I0ITOe€
BpeMsi cuutanock, uto AKK siBisieTcs peakTUBHBIM NATOJOTHYECKUM MPOIECCOM,
TaKk KaKk OOHapy>KHUBajdach KaK CaMOCTOSITENIbHO, TAK U B KOMILIEKCE C JAPYTUMHU
omyxonsiMu kocted. OOHapyxkenue npu nepsuyHot AKK B 1999 rony t(16;17)
[48], a motom u nepectpoiiku USP6 (TRE2 or TRE17) rena (fusion genes), ¢
nocieaymwoniel Bepudukanuend naptaepoB aanHoi nepectpoiiku (CDHI11- USP6)
[45; 47] cramo OoOIbIIUM COOBITHEM. OTH JaHHBIE TO3BOJMIM HE TOJBKO
MOATBEPAUTh HWCTHUHHBIA Heomnactuyeckud reHe3 nepBuyHod AKK, HO w
PETPOCHEKTUBHO YBHUJAETh OOJIBIIOE KOJWYECTBO HETOYHOCTEM U OImUOOK B
muddepennmanbuor  auarHoctuke ['KII kocteit, B ToM uucine y neredl u
noApocTkoB. [IpuMepoM BO3MOXHBIX HETOYHOCTEH MOTYT CIIYXUTb BBIBOABI O
Oonee OnaronpusitHoM mpoTtekanuu ['KO y nereil ¢ mopakeHHUEM MO3BOHOYHHKA,
XOTA MO BCEW BUAMMOCTH, peub Ijaa o conuanom Bapuante AKK, ognako, Ha TOT
MOMEHT He ObLII0O HHCTPYMEHTA, MO3BOJIAIONIEro 0ojiee TouHO AudPepeHupoBaTh
nannbie ['KII mexay coboit [51]. UnTtepecHsiM nipeacTaBisiercst GakT myOauKanuii
pabot o conuanom Bapuante AKK y nereit ¢ mpunaraembiM 0630pOM JIMTEPATYPHI,
0e3 mcciaenoBaHU BO3MOXKHOM TepecTporiku reHa USP6 u B HacTosIee BpeMs
[62; 63].

OmHUM U3 pacIPOCTPAHEHHBIX 3201y IECHUN 110 HACTOSAIIEE BPEMS SIBIISIETCS
Mup o ToMm, uto comuaHbeliii BapuaHT AKK wm HI'KD sBiastoTcs moaHBIMU
CMHOHMMAaMHU, MPUYEM He TOJIbKO B Poccuu, HO U 3a pyOexxkoM. JleiicTBUTENBHO,
TaK KaK He ObLJIO BBISIBIICHO KAKUX-TMOO MPU3HAKOB, MO3BOJISIONIUX UX PA3JIMUUTD,

1o nyosnukanuu padotel Narasimhan P Agaram et al. B 2014 rony, 3Tu TepMHUHBI
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Obun cuHoHaMu. [locne ganHOM pabGoThl BhIsscHWIOCH, uTo ['KII mMenkux xoctei
KUCTE W cTon uMeErT mnepectporiky USP6 reHa um sgBIAOTCS MO CYTH Jena
comuaubiM BapuantoMm AKK [49], a Tepmun LII'KD" nomkeH ObITh OrpaHUYeH MO
JOKAJIN3AIUU TOJIBKO JJISI YENKOCTEN U KOCTEN Yepera.

[TapagokcanbHast cutyauus ckiaasiBaeTcss U Bokpyr MOJI/HO® y nereit u
MOJAPOCTKOB. J[aHHOE MOpa)KCHUE SIBJISIETCS OJHUM U3 CaMBIX YACTBhIX y JETEU U
MOAPOCTKOB, UMEET TUIMHYHBIE PEHTIC€HOJOTMYECKUE XapaKTEPUCTUKH, MOJPOOHO
onucanubie eme Ritschl P. et al. [14] B 1988 rony u B OOJBIIMHCTBE CIy4acB
perpeccupyer u OecciaeqHO ucye3zaeT 0e3 KaKux-Iu00 BpaueOHBIX MaHUITYJISILIHM.
TeM He MeHee, B HaIIMX HAOMIOJEHUSIX MPAKTUUYECKM BCEM MaIlMEHTaM ObLIO
BBITIOJTHEHO  XUPYPrUYECKOE€  BMENIATEIhCTBO  (Yalle, KIOpPETTax), 4TO
CBUJAECTEIBCTBYET O HHU3KOM  OCBEIOMJICHHOCTHM  CIICLIMAJIUCTOB  JIyYEBOU
JUAarHOCTUKH, XUPYPTrOB U MATOJIOTOAHATOMOB B OTHOLICHUU JTAHHOW MATOJIOTHH Y
JeTen.

Takum o0pa3oM, TOJIBKO OIIEHMBAs BCE JaHHbIE B KOMIUIEKce (BO3pacT,
JIOKalu3alus, PeHTI€HOJIOTHYecKasi KapTuHa, MOpPHOIO0THs, UMMYHOTUCTOXUMUSI,
I€HETHKA) Mbl 3HAUYUTEIIbHO YMEHBIIAEM BEPOATHOCTh JUATHOCTHYECKON OIIMOKU
1 BbIOOpa HeMpaBUIbHOM TakTUkKH JieueHus nanuenta ¢ ['KII kocrei.

YuuThiBasi  BBIICNIEPEUUCICHHBIE OCOOEHHOCTH JaHHOM  MAaTOJOTHH,
mudepeHnmanbHo-quarnocTuueckne noaxonapl nuarHoctuku ['KIT kocrteit 'y
JeTed U TOJPOCTKOB HE pa3pabOTaHbl MO HACTOAIEE BpeMs, TaK Kak MpH
PYTHHHBIX METOJIaX MCCIEIOBAaHUS OHU YacTO MMEIOT OJIMHAKOBBIE KJIMHHUYECKHUE
MPOSIBJICHUS, AHAJIOTUYHBIE PEHTTCHOJOTHMYECKHUE TMPU3HAKK  (JIUTHUYECKUU
KOMIIOHEHT) U CXOJIHO€  THUCTOJIOTMYECKOE  CTpPOeHHE,  Tpelyrolee
MEXJUCIHUIUIMHAPHOTO  JIETAlbHOTO  KOMIUIEKCHOTO  (MOp(oJOrudeckoro,
MMMYHOTUCTOXHUMHUUYECKOTO, pPEHTreHonoruyeckoro, MPT u  monekymspHo-

FCHGTI/I‘-ICCKOFO) HCCICAOBAaHU.
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T'1aBa 2.

MaTepnaﬂm H ME€TOABbI UCCJICA0BAHUA.

2.1 MarepuaJsl.

CoOcTBeHHbIE HAOMIOJAEHUsI cocTaBWIM 997 ciyyaeB omyxoJied KOCTed y
neTe oT MoMeHTa poxaeHus a0 18 ner ¢ suBapsa 2009 mo mexabppr 2017 roxa,
CTPYKTypa KOTOPBIX B COOTBETCTBHHM ¢ Kiaccupukanueit BO3 u B 3aBucuMoctu ot
BO3pacTa MalMeHTOB MOKa3aHa B Tabnwuile 1.

Bonburyro 4Wacth B cocTaBe COOCTBEHHBIX HAOIIOJIEHWM COCTaBUIIU
n00poKaueCTBEHHbIE OMyXOdu KocTed y nereit (563 cmyuas, 56,47%), cpenu
KOTOpPBIX  Haumboyiee  paclnpoCTpaHEHHbIMU  ObUIM  ocTeoxoHapoma (115
Habmoaenuii), AKK (75), dubposnas gucmnazus (69), HOO/M®DJI (55), octeonn
octeoma (25), mnpoctras koctHas kucta (24), HI'KD (22), moBeHwibHas
occudpunupyromas uopoma (16) u gecmornactuyeckas pudpoma (14 ciyqaes).
HexoTopble HeomiaacTUYECKHE MOPAKEHHUS KOCTEW BCTPEUANUCh B E€AMHUYHBIX
HaOIIOJICHUSIX: MEJAHOTHYECKass HEUPOAKTOJepMalibHasl OMYyXOJib MIIaJIeHIEeB (5
Cly4yaeB), XOHApoMHKcougHas  guOpoma (4) u  moOpokayecTBEeHHas
HOTOXOpAaJIbHAsE OnyXoJb (1 marueHTka).

KonnuecTBO AMarHoCTUPOBAHHBIX JOOPOKAYECTBEHHBIX OIMYXOJIeH KOCTeHl y
JeTel YBEJIMYMBAJIOCh C BO3pacTOM. Tak Hampumep, MpU POXKACHUU ObLIO
BBISIBJICHO BCEro 4 ciiy4asi HeOIJIaCTUYECKUX KOCTHBIX NopaxkeHuil (3 HabmoaeHus
HAa3aJIbHOW XOHJAPOME3EHXNMAIbHOW TaMapTOMbI U OJIUH CIy4ald MEJITaHOTHYECKOU
HEUPOIKTOJAEPMATIBLHON OMYXO0dIU MIaJeHIEB), 4To cocTaBmwio Bcero 0,71% cpenu
BCEX JOOPOKAYECTBEHHBIX OMYXO0JEeH KOCTe! y AeTel Ha HallleM MaTepuae.

Haubonpiiee  kKoau4ecTBO  JAOOpPOKAYECTBEHHBIX  OMyXOJed  KocTel
3apEeTUCTPUPOBAHO B CTAPIIMX BO3PACTHBIX Irpymmax (ot 7 o 12 mer — 193, ot 12
no 18 ner — 277 cnyuaeB). CooTHOIlIEHHE MadbuuKOB/AeBoYeK 297/266. Cpenu
OTZICJIbHBIX OIMYyXOJIed paclpe/ieieHUe MO TOJIOBOMY IPU3HAKY Pa3Iudyalioch B

IMOJIB3Yy TOT'O WJIX MHOI'O IT0JIA.
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Tabmuma 1.
O6mias cTpykTypa omyxoseit koctel cornacHo knaccudukamnuu BO3 (2013 ron) ¢

pacnpcaciacHucM 1o BO3pacry.

Bpox | ol | Or1 | Or3 | Or7 | C12 | Bce | Mans | JIBou
JeHH | roma | 703 | no7 | nol12 | no 18 | r0: | 4YMKH KU
bl€E: JeT JeT JeT JeT
XpsimeoOpa3ywiue onmyxXoJam:
Octeoxonapoma 0 0 1 13 47 54 115 74 41
XoHapoma 0 0 0 6 10 5 21 6 15
XoHapobiacToma 0 0 0 0 5 21 26 16 10
XOHIPOMUKCOUAHAS
¢bubpoma 0 0 0 0 1 3 4 0 4
[TopHorteBoi
9K30CTO3 0 0 0 0 2 4 6 1 5
CuHOBHAIbHBIN
XOHJPOMATO3 0 0 0 0 1 0 1 1 0

KocTreoOpa3sywomue onyxoJn:

Octeoma 0 0 0 0 0 7 7 3 4
OcTteong-ocreoma 0 0 0 3 11 11 25 16 9
OcteobnacToma 0 0 0 1 5 7 13 9 4
PuOporeHHbIe ONMYXOJIH:

JlecMomaacTAuecKas

¢ubdpoma 0 1 1 4 4 4 14 8 6
PuOpPOrucTHOLUTAPHBIE ONYXO0JIH:

Heoccudunupyromas

¢ubpoma u

N00pOoKaueCTBEHHAS

¢ubposnas

TUCTHOLIMTOMA 0 0 0 3 19 33 55 24 31
I'HraHTOK/JIETOYHbIE MOPAKEHHS:

['uranTokierounas

OIlyXO0JIb 0 0 0 0 0 10 10 3 7

['uranTokierounas

penapaTuBHas

rpaHyiema 0 0 0 4 7 11 22 12 10
Heiipo3KkToaepMajbHbIE ONYXO0JIN:

Menanornueckas

HEHUPOIKTOIepMajIbHa

sl OIIYXOJIb MJIAJICHIIEB 1 4 0 0 0 0 5 4 1

OpnoHTOreHHbIE

OITYXOJIH: 0 1 0 1 11 10 23 8 15
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Tabnuna 1 (mpogoimkenue).

Cocynncrbie mopaskeHus:

T'emaHruoma Lo o | 1 [ 1 [ 8 ] 2l 12] 2110
JloOpokayecTBeHHbIe MATKOTKAHHbIE OITYX0JIM KOCTEIi:

Hespuiemmoma 0 0 0 0 0 1 1 0 1
JloGpokauecTBEHHOE

Muo(pudbpodIacTuIecK

0€ MOpAXKEHHE 0 0 0 0 0 2 2 2 0
Undefined neoplastic nature:

AHeBpu3ManpHas

KOCTHasl KUCTa 0 0 2 14 21 38 75 38 37
[Ipocras kocTHas

KHCTa 0 0 0 6 8 10 24 17 7
®ubpoznas

JUCTUIa3us 0 0 2 8 26 33 69 38 31
IOBenunbHas

occuunmpyromas

¢ubdpoma 0 0 1 2 5 8 16 10 6
JloGpokauecTBEHHBIC

¢ubpO3HO-KOCTHBIE
MOPaXKEHUs KOCTEH

gyepena 0 0 0 0 2 3 5 3 2
Octeodubposnas

NUCIIIa3usg 0 1 1 3 2 1 8 2 6
JloGpokauecTBEeHHAS

HOTOXOpAAJIbHAS

OIlyXO0JIb 0 0 0 0 0 1 1 0 1
XOHAPOME3EHXUMAIb

Has raMapToMa 3 1 1 0 0 0 5 1 4
Bcero: 4 8 10 69 193 | 277 | 563 | 297 | 266

Xpsneo0pa3syommue OImyxoJm:

XoHapocapKkoMa 0 ‘ 0 ‘ 0 ‘ 1 ‘ 1 ‘ 5 ‘ 7 ‘ 6 ‘ 1
KocreoOpa3ywomue onyxoJn:
Ocreocapkoma o | o | 1 | 12 ] 56 |109]178] 93 | 85

Heiipo3kToaepMajbHbIe ONYXO0JIN:

CapkomatOmmra: | 0 | 1 | 12 ] 8 [ 30 | 63 | 114 | 66 | 48

Homxopnanbﬂme OIMyXO0JIu:

XopaoMa 0 0 1 1 1 2 5 4 1

AnaMaHTHHOMA: 0 0 0 1 0 1 2 1 1
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Tabnuna 1 (mpogoimkenue).

I'emonosTn4eckue OIyX0JIM:

Huddyznas

KpyIIHOKJIETO4YHas B-

KJIETO4Has TuMpoma 0 0 0 0 0 1 1 1 0
ALTCL, ALK

negative 0 0 0 0 1 0 1 0 1
I'mctnonnros us

KJeTok JlaHreprasnca 0 6 11 15 11 9 52 29 23
Histiocytic/Dendritic

cell tumour, NOS 0 0 0 0 0 1 1 0 1
310KkayecTBEHHbIE MATKOTKAHHBIE ONYXO0JIU KOCTeii:

3J10Ka4eCTBEHHAS

OITyXOJIb M3 000JI0UEK

nepupepuyecKux

HEPBOB 0 0 0 0 1 0 1 1 0
OMOpuoHanbHas

pabaoMuocapkoMa 0 0 0 2 0 0 2 0 2
AnbBeossspHas

pabaoMuocapkoMa 0 0 0 0 0 1 1 1 0
3J10Ka4eCTBEHHAS

COJMTapHas

¢ubpo3Has omyxoipb 0 0 0 1 0 0 1 1 0
Hexnaccugunmpyema

s OIIYXOJIb! 0 0 0 3 0 3 6 5 1
Bcero: 0 7 25 43 100 194 | 372 | 207 164
OmnyxoJieBble CHHAPOMBI € MOPaKeHHEM KOCTeN:

MHOkK€ECTBEHHBIE

OCTEOXOHIPOMBI 21 2 10 5 6 3 47 31 16
bonesns Ounbe 0 0 1 3 2 0 6 3 3
XepyBusM 0 0 0 2 1 1 4 2 2
Cunzapom Onbpaiita 0 0 1 1 0 0 2 1 1
Adde-Kamnanaun 0 0 1 0 0 0 1 1 0
Bcero: 21 2 12 11 9 4 60 38 22
Hroro: 25 17 47 123 302 | 475 | 997 | 544 | 452
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Tak Hanpumep, XOHAPOMBI Pa3IMYHBIX JIOKAIW3alMi 0oJiee YeM B JiBa pasa
pexe PEerucTpUpPOBAIUCH Y MAJIBUUKOB (6 ClIydaeB), IO CPAaBHEHUIO C JI€BOUYKAMHU
(15 cnydaeB), a ocTteoua ocTeoMa HaOIOAanach 4dalle y MaJlbUUKOB C
cooTHolenuem 16/9.

3JI0Ka4Y€CTBEHHBIE HEOIUIACTUYECKUE MMOPAKEHUS KOCTEN BCTPETUIUCH B 372
ciydasx (37,31%). Cpean 37m0KaueCTBEHHBIX OIYXOJIEH KOCTEeM y JeTeil uaiie
BCTpeUanuch ocreocapkombl u capkoma Hwunra (109 u 63 ciuyuas
COOTBETCTBEHHO). B CcTpyKType Bcex ocTeocapkoMm y JeTed W MOAPOCTKOB yallle
BCEr0 BCTpeUYaeTcsi Kiaccuyeckas (KOHBEHIMOHANIbHAS) OCTEOCapKOMa, OJHUM U3
CaMbIX peIaKuX TUCTOJIOTUYECKHUX BApUAHTOB KOTOpOi SBJISIETCS
TUTAaHTOKJIETOUHBIM  (OJHO  HaAOMIOJeHHE). 3HAYUTEIBHYIO  JIOJI0  Cpelu
3JI0KQYE€CTBEHHBIX MopaxeHui kocted 3anumaer ['KJI — 52 cnywas (13,97%).
PenkuMu 3710Ka4eCTBEHHBIMH OIYXOJISIMU KOCTel ObLium XoHuapocapkoMma (7),
xopaoma (5), amamantuHOMa (2), sMOpuOHambHas pabdgoMuocapkoMa (2),
anbBeossipHas padgomuocapkoma (1), muddysnast kpynHokiieTrouHas B-kierounas
nmuMmdoma (1), aHarmactTudeckas KpynHokiaeTounass numdoma (1 cmyuait) u ap.
HexnaccuduiupoBanHasi 3J0Ka4eCTBEHHas OIyXOJib 3aperucTpupoBaHa B 6
Habmoaenusx (1,61%).

Hemanyro nomt0 B CTpyKType OHKOJIOTMYECKON KOCTHOW MATOJIOTUU Y AETEr
3aHUMAaJM pa3INYHbIe JOOPOKAYECTBEHHBIE OMyXOJIU KOCTEN B paMKaxX pa3iuyHbIX
cunpomoB (60 HabmoaeHuit, 6,01% B o0uIel cTpykType Beex omyxoseit). OgHum
U3 CaMbIX PACHPOCTPAHEHHBIX CUHAPOMOB SBJISUICS CHUHAPOM MHOMXECTBEHHBIX
octeoxoHapoM (47 ciyuaes, 78,33%), oOycioBnennslii mooMkamu reHoB EXT1
wumu EXT2. Ilpu »stom 25 [ersaM, CTpajarOlUM MHOXKECTBEHHBIMU
OCTEOXOHJPOMaMU, XUPYPTrUYECKUEe BMENIaTeIbCTBA TPOBOAWINCH 2 U Oosiee pa3
(53,19%). Cpenu mnanmuMeHTOB IMOYTH B JBa pa3za MOpeodiiafaiv MalbUUKH C
cootHoiennem 31/16. Ha BTopoM MecTe MO 4acTOTE€ BCTPEUAEMOCTH HAXOIUTCS
6osie3np Onbe (OAWMH M3 BUIOB IHXOHAPOMATO30B). COOTHOIIEHHE TOJOB OBLIO

paBHBIM — 3/3.
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Y 4 nauueHTOB OBbUI JMArHOCTUPOBAH XEpPYyBU3M, MOP(HOIOTHUUECKUM
cyoctparom kotoporo ssisietcs [II'’KI™ ¢ cumMmMeTpuuHbIM opakeHHEM BEpPXHEH U
HIDKHEN YEITIOCTH.

B ognom cnyuae cunnpom Adde-Kamnanauum (manbumk, maHudectaus
MEePBBIX CUMITOMOB C 1,5-2 51eT), mpu KOTOPOM OOHAPYKUBATUCh MHOKECTBEHHbIE
HO® «kocreil, CONPOBOXKIAKIIAECH MNOBTOPAIOIIMMHUCA MAaTOJIOTHYECKUMHU
nepeIoMaMu.

B 006mieit cTpykType HMcclieIoBaHHOTO MaTepHalia OMyXojei KocTel y nerei
u noapoctkoB ['KII Bcrperunucy y 194 mnamuentoB (19,46%), oObeMHOe
pacmpeaeneHrue KOTopsIxX MmokazaHo Ha Puc 1. bonbinee konndecTBo HaOIIOAeHHI
coctauiu AKK (75), MOI/HOD (55), Xb (26) u LUI'KD" (22 cnyuas). Pexe
BcTpeuanuch Takue ['KII kak I'KO (10), xepyBusm (4), TMTaHTOKJIETOUHBIN
BapuadT KO (1) u cunapom Adde-Kamnanauu (1 nabmrogenue).

YuuThIBasi, 4TO TUCTOJOTUYECKAsE KapTuHA Mpu BhIie ob6o3HaueHHbIX ['KII
MOXET OBITh CXOJIHOW, BEPOATHOCTH OMIMOOYHOTO MOP(OIOTUUECKOTO JUarHo3a
JIOCTaTOYHO BEJMKa, OCOOEHHO B TEX ClydasX, KOrja He MpUMEHSeTCA

KOMILICKCHBIM MG)KI[HCHHHJ]HH&pHBIfI moAxoa B IMpOoLeCCC NTMAardHOCTHUKH.

2.2 MeToabl uCCJIeI0OBAHUS.

buonicuitHpli W ONEpallMOHHBIA ~ MaTe€pUal ISl  THUCTOJOTMYECKOTO
UCCNeIOBaHUsT ObUT TOJYy4YeH TPU BBIMIOJTHEHUU XUPYPTUUECKUX PE3EKIUi
OMyXO0Jiell, B pe3yjbTaTe KIOpeTa)ka, a TaKXe IOCJI€ MPOBEACHUS OTKPBHITHIX U
UTOJIbHBIX OMOTICUN 00pa30BaHMI KOCTHON TKaHMU.

Kak mpaBmio, wucciaemoBanue OHONCHWHOTO MaTepualia IPOBOIUIOCH
OJIHOKPATHO TMpPHU YCIOBHH JIOCTOBEPHOM BepudUKaluu quarto3a (B OOJIbIIMHCTBE
cinydaeB). [Ipu HenocTarouHOM 00BbEME MaTepHUaia U HEBO3MOKHOCTH YCTAaHOBUTD
JIMarHo3, ObLIO PEKOMEHI0BAaHO TTOBTOPUTH OMOTICHIO B 00JIbIIIeM 0ObeMe.

JlocTaTounblM ~ cyuTajics oObeM  Marepuana, HEOOXOAUMBIN s
JIOCTOBEpPHON  BepuU(PUKAIIMK KIMHUYECKOrO0 JWarHo3a W BapbUpoBal B

SHAYUTCIIbHBIX IIPCACIIaxX, OT 3-5 MM ANaMCETpOM 10, KAK MUHUMYM, HC MCHEC UCM
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uT'KO

uT'KPT

«w AKK

uXb

“HOD

i CuHIpOMBI

“ Octeocapkoma

« Jlpyrue orryxomnu

Puc. 1. O6vemuoe pacnpenenenue ['KII B 061meli cTpykType omyxoseit kocTten y
JETEH.
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1-1,5 cMm B HaubousbliemM wusMmepeHuu. B dyactu ciydaeB (3a HCKIIOUEHUEM
KOHCYJNbTaTUBHOTO  MaTepHajia M3  JAPYTUX  JEYEOHBIX  YUPEKJCHHI)
MPEANOYTUTENIbHBIE METOABl W 00beM OHONCUU OOCYXKJalucCh TMepel ee

BBIIIOJIHCHUEM COBMCCTHO I1aTOJIOIOM, XUPYPIOM, OHKOJIOTOM U PCHTI'CHOJIOT'OM.

2.2.1 Odopmnenue nanpasienuss Ha Mopghonocuyeckoe Ucciedosanue
KOCMHOU MKAHU.

B HampaBieHuM Ha rUCTOJIOrMYECKOE UccienoBaHue Oblu ykasaHel OUO,
JaTa poxkJaeHus (BO3pacT), Moj, JieueOHOE YUpPEKJECHHE M OTHEJICHHE, BpeMs
BBITIOJIHEHUS OWOIICHH, paboumMii KOHTAKT jieuailero Bpada (tenedon, e-mail). B
00s13aTeIbHOM TOpPSAJKE K HaNpaBICHUIO TMpUjaraiach BBIIHUCKA U3 HUCTOPUU
00JIe3HU W/WIM KIMHUYECKass MH(opMaius, BKIIOUYANONIasl CIEIYIONIUE MyHKTHI:
*ano0bl TalMeHTa, KPaTKUN aHaMHe3 3a00JieBaHUs, MPUMEHSBIINECS METObI
JIeYEHUs, pe3yJIbTaThl JieueHus. Bo Bcex HaOMIOIEHUIX yKa3bIBAIach JIOKAIU3AIUS
nopakeHuss (KOCTh C yKa3aHHEM pPacHpOCTPAHEHHOCTH MATOJIOTHYECKOTO
MpoIeCcca, PEeaKIUsl HAJAKOCTHUIIBI, MOPaXXEHBbl WJIM HET MpuJIekKalue MsITKue
TKaHH, HAJTUIME METacTa30B U T.1I.).

BaxnbpiM ycrmoBueMm i mpUeMa THUCTOJIOTMYECKOrO0 MaTepuana Obuio
Hanuuyue JaHHbIX peHTreHosiorndeckoro u/wiau KT/MPT uccnenoBanusi (CHUMKH,
JMCKY WJIM TaHHBIE OTIPABIISUIMCH HA YKa3aHHBIN e-mail 1aboparopun).

Bce BhimenepeuuciieHHblE — JAaHHbIE  BHOCWINCH B CIEIHUAIBHYIO
ANEKTPOHHYI0 0a3zy maronoroanaromuueckoro otaenenuss (MUC PIAKb ®I'BOY

BO PHUMY um. H.U. [TuporoBa Munszapasa Poccun).

2.2.2 Tpancnopmuposka u cpoku 00Cmasku Mmamepuaid.

[lonyueHHBI TIOCHE XUPYPTUUECKUX MAHUIYISALIUA Martepual cpasy
nomemancs B pactBop 10% 3abydepennoro Qopmanuua (¢ COOTBETCTBYIOLIEH
pa30opuMBOM  MapKUPOBKOM) U  HaMpaBIsLICS B  MATOJIOr0aHATOMUYECKOE
otaenenne ®I'bY PJAKBb M3 P®. Cpok aoctaBku Marepuana He mpeBblman |

CYTOK C MOMEHTA BBINOJHEHUSI OMOTICHI/OTNIEpaIiu.
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2.2.3 Quxcayusa mamepuaia.

Marepuan Obl1 He3aMennuTenbHo nomenieH B 10% 3a0ydepeHHbiit pacTBop
dbopmanuna. OObeM QopmannHa TpeBbIIal 00beM (QUKCHpyeMOW TKaHU
MuaumMyM B 10-15 pa3. Bonbmive ¢parmenTsl TkaHed (MOJy4YEHHbIE MOCIE
paIuKaIbHBIX XUPYPTrUYECKHUX pe3eKuin en-block, omnepanui
SHIOMNPOTE3UPOBAHUS U Jp.) mepen ¢uKcaluel pacnuivBalINCh MPHU TOMOIIU

crienuaaIbHOM Meauimackor nuisl EXAKT 312.

2.2.4 Buipeska (pacnun) mamepuana.

Menkue ¢parMeHTbl KOCTHOW TKaHU (MU TKaHEH, COJAEpKalllUX KOCTHBIN
KOMMOHEHT) He Oosiee 0,5 cM B HauOOIBIIEM H3MEPEHUHU OINKCHIBATUCH U
pacKJIaibIBAINCh ~ IO  TUCTOJOTMYECKUM  KacceraM € MPUCBOCHUEM
COOTBETCTBYIOIIETO HOMepa (ObUT HamedaTaH Ha CleluaibHOM HpuHTepe Sakura
Tissue-Tek Auto Write) u mnoMemanuch B JEKAIbIUHUPYIOMIUNA pPacTBOP
«Ounosek». YKa3pIBajiCs pa3Mep KakIoro gparMeHTa W/Win CyMMapHbIii 00beM B
KyOndyeckux cM. B Takux ciaydadgx B HcciefoBaHuEe Opain Bechb 00BEM
JIOCTaBJIEHHOI0 MaTepuaa, JieJlajJach MOMETKa 00 OTCYTCTBUU ChIPOTO apXHUBA.

KpyrmHbie 00bEKTHl UCCIIEIOBAHUS OMUCHIBAIUCH (pa3Mep, LIBET, COCTOSIHUS
KpaeB PE3eKUUU U Jp.) U TPOU3BOJUIICSA PACIHII MO JJIUHHUKY KOCTH (OIYyXOJIH).
[TogpoOHO omnMUCHIBANIKCH MATOJOTHYECKHWE M3MEHeHUs Ha pacmuiie. Ilocne yero
MPOU3BOJIWIICS TApaUIeNIbHBIA  pacOuyi C  LEJIbI0 MOJYyYEeHUS IUIACTUHKU
Makpormpemnapara ToamuHoM He Oonee 0,3-0,4 cm. JlamHas TIacTHHKA
nonosHuTeNbHO ¢ukcupoBaiack B 10% 3abydepeHHoM pacTtBope (QopmainHa B
TEUEHHE OJIHMX CYTOK M TOMellanach B JeKaJblUHHUpYIOIM pacTBop. llocie
JeKAJIbIIMHALIUKA TPOU3BOAWIACH pa3MeTKa Ha KBaJAPaHTHI (C COOTBETCTBYIOIIEH
MapKUPOBKOM THCTOJIOTMYECKUX KacceT U OJIOKOB), TMOJy4YeHHas Kapra
Makporpemnapara Obula OTpa)kK€Ha B MPOTOKOJE HcclenoBanus. Pasmep oJHOro
KBaJpaHTa ((parMeHTa TKaHU MOMEIIEHHOTO B KacceTy) He mpebiman 1x1x0,3
cMm. Ilpu HeoOXoauMocTH, B HCCIENOBaHUE Opanu OoJiblliee KOJUYECTBO

Marepualia ¢ COOTBETCTBYIOIIEH MapKUPOBKOM.
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Ecim 1npu  MakpOCKONMMYECKOM HCCIEIOBAHMU HE MPEACTaBISIIOCH
BO3MOXXHBIM CYJUTh O PAJAUKAIbHOCTU HCCEUEHHUS] ONYyXOJu, MPUMEHSIUCH
CIIeLUAJIbHBIE OKPACKU JJIsl MApKUPOBKHU KpaeB pesekiuu (Tissue Marking Dye).

[Ipu Hanmuyuu BO3MOKHOCTH M HEOOXOJUMOCTU COIMOCTABIICHUS CTPYKTYPbI
Makpormpemnapara ¢ JaHHbIMH peHtreHosiorndeckoro (KT/MPT) uccrnemoBanus,
cpazy IpH ONHCAaHWU MakKpompenapara Npou3BoAuiach (oTocheMka (cucTeMa
ePath) ¢ aBTomMarmueckum coxpaHeHneM ¢doTorpaduii Makpompenapara Ha

KCCTKOM JUCKCE.

2.2.5 Memoouueckoe obecneueHue ucciedo8anusi.

Drtan AeKaablUHAIIMY TPOBOJAMIICS TOJBKO C UCIOJIb30BAHUEM CIIEIUAIBHBIX
JNEKAIBIIUHUPYIOIIUX pacTBOpoB (Omoaexk wiu wMmuenoaek). [Ilpumenenue
pPa3IMUHBIX HEOPraHWYECKUX KHUCIOT (a30THasi, cepHass U Jp.) ObLIO CTPOro
HCKJIFOYEHO, TaK KaK He0OpaTUMO HapyllaeT CTPYKTYPY KOCTHOW TKaHU, IPUBOJIUT
K HEOOpaTHMMBIM HApyIICHUSIM CTPYKTYpbl OEIKOB U JI€a€T HEBO3MOXKHBIM
MOCJEAYIONIUE UCCIIEIOBAHUS (MMMYHOTUCTOXUMHUSI, TEHETUYECKUE TECTBI U Jp.).
UckntoueHne CcOCTaBWIM KOHCYJIbTAaTUBHBIE CIy4aW U3 JPYTUX JIeUYEOHBIX
YUPEKICHHH, TaK Kak 0COOCHHOCTH TEXHOJIOTUU JIeKaIbI[MHALIMKM UCCIEIOBAHHOTO
Marepualia B TAKUX CIydasiX ObUIM HEU3BECTHBI.

Bpemsi  nexanpuMHAIIMM  ONPENENSIIOCh  UCXOAS W3 IUIOTHOCTHU
uccnenoBaHHoro matepuaia (ot 5-10 MUHYT 10 HeckoJIbKUX 4acoB). [Tpu BeicOKOM
IJIOTHOCTH MaTepualia IepBOHAYaIbHOE BpeMsl JIeKadblIMHALIMKU cocTaBiisuio 20-30
MUHYT, C MOCIEAYIOUENd OlEeHKON TIoTHOCTH. [Ipr HE0OXOAMMOCTH MPOAOTKUTH
JEKAJIbIIMHALIUIO, MaTepuald OCTaBIsIM MOBTOPHO B JEKAIBIMHUPYIOIIEM
pactBope Ha 15 MHHYT, C MOCHEAYIOWIEN OLEHKON IMIOTHOCTH. [lo mocTmxeHnn
COOTBETCTBYIOIIEH KOHCHUCTEHI[MU, MaTepuaj HaMpaBsUICS B TUCTOJIOTHYECKYIO
MIPOBOJIKY.

[IpuMeHnsiach aBTOMaTU3UPOBAHHASI TUCTOJIOTUYECKAsl MPOBOJIKA MaTepuana

C HCIIOJIB30BAHHUCM allliapara IJid THUCTOJIOTUYECKOM ITPOBOJAKH BAKYyMHOI'O THIIA

Sakura Tissue-Tek VIPS5 Jr (Sakura).
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['mcronornyeckass 3ajdMBKa MCCIEIYEMBIX TKaHEH OCYIIECTBISJIACh Ha
aBTOMaTu3upoBaHHOU cTaHiuu Slee MPS/P.

Bce momydeHHBIE Cpe3bl OKpaIIMBAINCh TE€MAaTOKCHIMHOM H 303WHOM
(Tissue-Tek Prisma, Sakura) mo cnenuaabHOMY NPOTOKOJIY W HaKPHIBAIUCH
aBroMaruuecku (Tissue-Tek Film, Sakura).

B cmywae HEBO3MOXHOCTH Bepu(HUIMPOBATH TUATHO3 MPUMCHSIIHCH
JIOTIOTHUTEIIbHBIC METO]IbI (MMMYHOTUCTOXUMUYECKOE HCCIIeJIOBAHNE,
IIUTOTCHETUYECKOE  HCCIEJOBaHUE,  MOJICKYJsIpHO-reHeThdeckoe  (Sanger

sequencing) u ap.).

2.2.6 Kpumepuu kauecmea 2ucmoio2uyecKux npenapamoe.

TonmmuHa cpe3oB He npeBbiana 3-4 MkMm. Cpe3 OblT1 paBHOMEPHO OKpaIlieH,
BCE KJIETOYHBIE JJIEMEHTHI W KOCTHBIE CTPYKTYpbl paclojarajiich B OJIHOU
MJIOCKOCTU. B KOCTHOM KOMIIOHEHTE OBLIO JIETKO Pa3IuuyMMO IUIACTUHYATOE W/UIU
rpyOoBoiiokHucTOE cTpoeHue. [lpu Oonbuiom yBenmuueHun mukpockona (x400)
ObUTM XOPOILIO pPa3IUYMMbl IUTOJOTMYECKUE XAPAKTEPUCTUKHU KIETOK (Sapo,

pacrpenielieHue XpoMaTiuHa, (GUrypbl MUTO30B, aTONTOTUYECKUE TEJbIIA U T.1I.).

2.2.7 Muxpockonuueckoe onucanue.

K MUKpOCKONMMYECKOMY  OIUCAHUIO TUCTOJOTHMYECKUX  IpEernaparoB
MPUCTYNAIU TOJIbKO IOCIE O3HAKOMJICHUS C KJIMHUYECKOW wuHpopMaluen o
MalKeHTe U U3yYeHust peHTTeHOBCKUX CHUMKOB (u/uiu KT/MPT uccnenoBanuii).

B onucanuu ¢GuKCUpOBaIUCh BCE BBISIBJICHHBIE M3MEHEHUS C yKa3aHUEM,
MpU HEOOXOIUMOCTH, UX COOTHOILICHHUS.

[TogpoOHO omuChIBaIM M3 KAKUX KOMIIOHEHTOB COCTOMT OOpa3oBaHHE C
MOAPOOHON XapaKTePUCTUKON KaXKJI0ro, paclpOCTPAaHEHHOCTb (BOBJICUCHHUE B
MaTOJIOTUYECKUN MPOIECcC HAJAKOCTHUIIBI, MSTKUX TKaHEW WU Jp.), MUTOTUYECKas
aKTUBHOCTb, HaJW4Yue KIETOYHOM aTUNUK, 30H HEKpo3a. YKa3bIBaJuCh
OCOOCHHOCTH NEePUPOKAIBHBIX PEAKTUBHBIX W3MEHEHUM KOCTHOM TKaHU U

MMPpUICKANNX MATKHUX TKaHEH.
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Bo Bpems omnucaHus THUCTOJIOTHYECKUX H3MEHEHUM  IPOBOIUIIOCH
CONOCTaBjIeHUE ¢ peHTreHoBCckuMU cHuMKamu (u/mnmu KT/MPT-uccnenoBanusMu
Mpyd WX HAJWYUM) M KIMHAYECKUMHU JaHHBIMH MaIllMeHTOB (aHAIM3UPOBAJIHCH
COOTBETCTBYIOIINE UCTOPUM 00JIE3HU, aMOYyJIaTOPHBIE KAPThl U BHIIUCKU B CIIydae

KOHCYJbTaTUBHOTO MaTepuaa).

2.2.8 UmmyHnocucmoxumuueckoe uccied0osaHue.

B wuccnenoBanuu ObLIM UCIMOJNB30BaHBI JBA AHTHUTENIA K THCTOHOBBIM
oenkam: H3.3 G34W (xponnube MOHOKJIOHaJIbHOE aHTHTEI0 RM263, RevMAD
Biosciences USA) u H3F3 K36M (kponuube MOHOKJIOHAJIbHOE aHTUTesio RM193,
RevMAD Biosciences USA).

Pabouune pazsenenust (mns Bcex antuten 1:1000) Obutm momoOpaHbl Ha
KoHTpobHBIX Oniokax ['KO u Xb ¢ HanmymeM COOTBETCTBYIOIIMX MYTalldi
ructoHoBbIX OenkoB H3F3A (mns ['KO) u H3F3B (nnst XB), BBISBICHHBIX NpU
cekBeHupoBaHuu 1o Cenrepy. [I03UTHBHBIM pe3ylbTATOM CUYUTAJIOCh HAIUYWE
SJIEPHON AKCIPECCUU COOTBETCTBYIOMMX aHTUTEN. OTpUIATEIbHBIM PE3yJIbTaTOM
CUUTAIOCH OTCYTCTBUE 01 (S0): (0)1 HKCIPECCUM. Bce ATaIlbl
MMMYHOTUCTOXUMUYECKOTO HCCIIEIOBaHMs ObUIM MPOBEACHBI C UCIOIb30BaHUEM
MOJHOCTBIO aBTOMAaTHM3WPOBaHHOW cucTteMbl Ventana Bench-Mark Ultra ¢
nocieAyronmM gokpamuBanrueM rematokcuinuHoM (Tissue-Tek Prisma, Sakura)
M0 CHEHUAbHOMY TMPOTOKOJY W  HAKPbIBAIUCh TMOKPOBHOW  IUICHKOU
aproMarnuecku (Tissue-Tek Film, Sakura). Jlanee roToBBIE mnpenapatsi

OLCHUBAJIMCh MECTOAOM CBETOBOU MHUKPOCKOIIHH.

2.2.9 @nyopecyenmuas in situ eubpuouzayus (FISH).

JIns1 BBISIBIIEHUA TpaHCIOKAMid, BOBIEKaromux reH USP6, moKalIn30BaHHbBIN
B paiione 17pl13.2, 6b11 ucnons3zoBad 3084 Zyto Light SPEC USP6 Dual Color
Break Apart Probe (Pl 107, ZitoVizion GmbH, Germany).

dnyopecueHTHas THOpuAM3anMs In Situ TPOBOAMIIACH HaA TMpenaparax,

M3TOTOBJIEHHBIX MYTEM MOMEIIECHUS CPE30B HCCIEAYEMOW TKAHU TOJIIHHON 4-5



75

MKM Ha cleluaibHble npeaMeTHbie cTekna (SuperFrost), KOTOpble OCTABISUIM HA
HarpeBaTelIbHOM CTOJIMKE B TeYeHUE 8 yacoB mpu Temmeparype 60 rpaaycoB 1o
Lenbcuto, 3aTeM momemaiu B Kcuionl (3 pa3za mo 5 MHHYT MPU KOMHATHOU
temneparype). Jlanee nBa paza mpoBoawin B 96% 3TaHONE MO 3 MUHYTHI.
[Muapararmus Cpe3oB MPOU3BOIUIIACH BBIJICP)KUBAHUEM MpernapaTon
IIOCIEA0BATENBHO 1O 3 MUHYTHI B 85% 1 70% 3TaHONE M IUCTUIINIMPOBAHHON BOJIE
MpyY KOMHATHOW TeMmriepaTtype. 3aTteM mnpemnaparsl nepenocrwin B 0,01 M pactsop
MTpaTa HaTpusi U UHKyOupoBanu 15 muHyT npu 96 rpagycax no llenscuio ¢
MoCHeAYIONIed MPOMBIBKOM B JUCTUIUTMPOBAHHOM BOJIE JBa paza MO 2 MUHYTHI.
Cpesnl obOpabatbiBaniu pactBopoMm mnencuna (LK-101B, Kreatech Diagnostics,
Leica Biosystems, Germany) 20-50 MHUHYT nOpu KOMHATHOM TemImepaType,
MPOMBIBAJIN JUCTHUJIIMPOBAHHON BOJIOM U OCTABIISUIM HA 5 MUHYT B pacTBope 2xSSC
pH 7,0. 3atem cpessl neruapatupoBanu B 70%, 85% u 96% stanone (1 muHyTa B
KaxkaoM pactBope). Ha Boicymiennbiit mpenapat HaHocwin 8-10 mki 3ou1a USP6,
pacTBopeHHOro B rubpuaunsamnrontoit cmecu (Zyto Light SPEC USP6 Dual Color
Break Apart Probe), u HakpbiBaau HOKpPOBHBIM cTekyioMm 18x18 wmmm 22x22 (B
3aBUCUMOCTH OT pa3Mepa cpes3a). Jlamee mnpemapar mnoayiekand OKaHTOBKE
PE3UHOBBIM KJI€EM JUIsl TMPEJOTBPALECHUS BBICHIXaHUS C TOCJIEAYIONIeH Ko-
neHarypamued 10 MuHyT Tpm Temmepatrype 75 rpanycoB mno llembcuio ¢
UCIIOJB30BaHUEM TBEPAOTEIBHOTO TepMocTara. llepeHocwnn mpenapaT BoO
BJIQYKHYIO KaMEPY M OCTAaBIISLIU Ji1 THOpUIM3AlMU TIPU TeMIieparype 37 rpaaiycoB
Ha 12-18 gacoB B Tepmocrare. 3arem kien yaansii. CHITHE TIOKPOBHOTO CTEKJIA U
MOCTTUOPUIN3AIUOHHYIO OTMBIBKY HPOBOJMWIUA B COOTBETCTBHUU C MPOTOKOJIOM
npusBoautens (ZytoLightFISH, ZitoVizion, Germany).

Ananu3 pe3ynbtaToB FISH-nccnenoBanust mpoBoawin Ha iyopeciieHTHOM
MHUKPOCKOIIE, OCHAIIEHHOM CBETOPUIbTPAMU, HEOOXOAMMBIMHU JUIsI IPOCMOTpA
bayopoxpomoB ZyGreen u ZyOrange, kotopsiMu MedeH 30HA Zyto Light SPEC
USP6 Dual Color Break Apart Probe. ®oTocheMKy NpOM3BOAWIH C
ucrnojas3oBanueM uepHo-6enoin CCD-kamepsl. [{BeTHBIE M300paXkeHus MOJIy4Yaiu B

cpene KoMIbioTepHoU rpadguueckoit mporpammbl Adobe Photoshop CC 2014.
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2.2.10 Cexegenuposanue no Ceneepy.

Hcnonp3oBanu MeToJ NOpsiMOTO cekBeHupoBanusi 1o Cenrepy s
onpeaeneHuss mytauui B 27, 28, 35 u 37 xkogonax rena H3F3A u 35 u 37 xozoHax
reHa H3F3B kaxnoro obpasua. ['enomuyro JJHK Bblaensim u3 onyxoneBoil TKaHU
(uxcupoBaHHOU (OPMATMHOM U 3aJUTON B MapaduH ¢ UCHOJIb30BaHHEM Habopa

PCR Qiagen (Qiagen, Valencia, CA, CIIIA) B COOTBETCTBUU C HHCTPYKIUSIMHU

npomsBoaurens.  [lomumepasHyro  LENHYH0  PEaKUUMI0  OPOBOAWIM  C
HCITOJIb30BAHUEM CIEIYIOLINX rap MpaiMepoB: H3F3A F 5'-
GTCTCTGTACCATGGCTCG-3’ 17§ H3F3A R 5’-
AGTTTTCCTGTTATCCATCTTTTTG-3’; H3F3B F 5’-
ATCTTCGGGGCGTCTTTCTTAGGTG-3’ 151 H3F3B RI 5’-

AGGGGAGGAGTGAGCGGAC-3’. PeakuuonHass cMechb s aMIUTU(UKAIAN
coaepxkana 5-20 ur JIHK, 1x ITI{P-6ydepa, no 200 mxmons/n dATP, dCTP, dGTP
u dTTP, 3 mmons/n MgCl12, IHK-nonumepazy SynTaq (Cunroin), u 200 HMoIIB/ 1
kaxgoro IILP-mpaiimepa, MQ mo 25 wmki. YcioBus amiidpukanuv ObUIHA
cinenyrommmu: 95 °C -5 mun; 40 nukios: 95°C — 30 cek, 63°C — 30 cek, 72°C — 30
cek; 72°C — 5 mun. [Ipoaykter [P nerextupoBanu meroaoMm snekTpodopesa B
2% arapo3HOM Telie, OUHMIaIu ¢ UCIOJIb30BaHUEM Habopa 1ysi ounctku Cleanup
Mini (EBporen) u 3atem cekBeHHMpOBau ¢ Hcnoyib3oBanueM Big Dye Terminator
Cycle Sequencing Kit (Applied Biosystems) B COOTBETCTBUM C WHCTPYKIHSIMU
MIPOU3BOIUTEIIS. [TonyueHnnbie JAHHBIE MOCJIeI0BaTEIbHOCTH ObLTH
MpOaHAIN3UPOBAHBI C HUCIIOJIb30BAaHUEM MPOrpaMMHOIO olecrnedeHus: Sequence

Scanner Software 2.

2.2.11 @opmynuposka 3aK10OYEHUSL.

3akmtoueHre ObUIO0 CHOPMYJIHMPOBAHO C YUYETOM aHaMHe3a, JOKalu3aluu
MaToOJOTUYECKOT0 oOvara, JaHHBIX JIy4eBOM JUAarHOCTUKM U 0O0s3aTeNbHOU
Koppensinued ¢ MOP(OJIOTUYECKOW  KApTUHOM, HMMYHO(PEHOTHUIIOM U

pe3yibTaramu cekBeHupoBaHus 1o CeHrepy (i Te€X CiIy4yaeB, MPU KOTOPBIX OHO
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npoBoAwiock). KoHKpeTHas  HO30JOrMYecKas €IMHHUIA  yKa3biBajgach B
cootBercTBHM ¢ MKDbB nocnennero nepecmotpa.

[Ipy  HEBO3MOXXHOCTH  JIOCTOBEpHOH  (QOPMYJIUPOBKH  JUarHos3a
(HegocTaTOuHBIH O0BEM MaTepualia, TOTAJIbHBIM HEKPO3 U T.A.), B 3aKIIOYCHUU
YKa3bIBalld XapakTep BbBISBICHHBIX MPHU TUCTOJOTHUYECKOM HUCCIETOBAHUU

U3MEHECHUN (pCaKTI/IBHI)Ie, BOCHAJINTCIBbHBIC, HCKPOTHYCCKUEC U3MCHCHU U T.I[.).

2.2.12 Apxusuposanue mamepuana.

Bech uccnenoBaHHbIl MaTepuall XpaHWICS B CHIPOM apXHBE JO MOMEHTA
opopMIIEHUST 3aKITIOYUTENBHOrO0 JuarHo3a. Ilocie uero ocTaBisuidi B apXuBe
TOJBKO OMYXOJIb UJIU €€ YacTb.

Marepuan B mapaguHOBBIX OJI0KaX XpaHUIU HEOTPAHUYEHHOE BPEMSI.

Bce rucronornueckue npemnapatsl ObUTH OTCKAaHUPOBaHBI Ha anmnapate Leica
Aperio AT2 c¢ mensio co3fgaHus dSJEKTPOHHOTO apXwBa OLU(PPOBAHHBIX

MUKPOTIPENApaTOB B paMKaX JAHHOT'O MCCIIEIOBAHUSI.
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I'nasa 3.

PGSyJIbTaTLI COOCTBEHHBIX HCCﬂeIlOBaHHﬁ.

3.1 I'uranrokjerouHas onyxoJuab (I'KO).

[Ipn mepecMoTpe apxuBa JOCTYNHBIX CIy4aeB OIYXOJEH KOCTEW y HETew,
Mbl OOHapyXwin 19 JOKYMEHTHUPOBAaHHBIX 3aKito4eHHil ¢ auarHo3oMm «I'KOy.
Bcem nanuenTaM ObUIO MPOBEIEHO XUPYPTrUYECKOE JIeUCHHUE (IYHKIUS, KIOPETaxK
WU TOTajdbHas pe3ekius oOpa3oBaHus). B kaxgom ciaydae (IIpu yCIOBUU
JOCTYITHOCTH HMH(pOpMAaIMK) ObLIM MPOAaHAIM3UPOBAHBI JTaHHBIE aHamHe3a (110,
BO3pacT, JIOKaAJIN3aIus, ’KaJI00BbI, MIPOBEJICHHOE JICYEHHUE), JTaHHBIC
peutrenonornyeckoro  (KT/MPT)  ucciemoBanusi  (pu  HAIUYUHU) |
rUCTOJIOTHYECKHT Marepuan. B wurore, mopdonornueckuit auarno3 ['KO (mo
IIPUMEHEHUSI MMMYHOTHCTOXMMHMUYecKoro aHamu3a ¢ G34W u K36M, a takxke
cekBeHupoBanus o CeHrepy) ObUT MOATBEPKIEH TOJAbKO Yy 10 mannenToB (Puc 2).

[Ipyn KOMILIEKCHOM aHaJIU3€ BCEX MMEIOLIUXCS JAHHBIX YEThIpe clydas U3
19 obmu nmepexnaccuduiupoBanbl B conuanblii Bapuant AKK, onun ciyuail B
HO®, ogun B LI'KI, oqun B Xb, u oauH B XepyBuU3M. Y OJHOTO MAalMEHTA
OKOHYATEIbHBIN JUarHo3 BepUPUIMPOBATH HE YAAIOCh, TaK KaK MaTepuan ObLI
BBIJIJaH POJIUTEIISIM MAI[MEHTA.

Bospact maunmenToB BapbupoBan ot 12 go 17 ner. [eBouek Obuio 7,
MaJIBYUKOB 3.

Knuanyecknit  gwarHo3 ['KO 1npu  HampaBiaeHMHM  MaTepuaia Ha
TUCTOJIOTHYECKOE HCCieoBaHue (QurypupoBail Toiabko B S5 caydasx (50%).
Huarno3 «3nokauectBeHHass ['KO» Bcrperuncas B 1 HaOmomenuu (10%) y
MalnueHTKku 15 JeT ¢ mopaxkeHueM Kpectia, «huOpo3Hasi JUCIUIa3us» Takxke B 1
ciaydae (10%). B 2 cnyyasix comeprkatesibHasi YaCTh HAMPAaBJICHUS! OTPaHUYNBAIACh
CIIOBOM «OIyXOJIb» 0e3 Kakoro-nu0o panpHelmero yrtouHeHus. KO Opuia
3aMo/lo3peHa 'y OJHOM TAallMeHTKH, BCIEJICTBUE JIOKAJIbHBIX arpecCUBHBIX

XapaKTEePUCTUK OMYXOJIH MO IaHHBIM JIy4eBOM quarHocTuku (Tabm. 2), mpuyem B
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Puc. 2. Cxema perpocnektuBHOro mopgonoruueckoro nepecmorpa ['KO y nereii ¢
IMPUMEHEHUEM KOMIUIEKCHOTO MOJAX0/a (BO3pAacCT, JIOKAIU3alKs, TaHHbIE JTy4eBOU

JIMaTHOCTHUKH ).
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Tabnuma 2.
ITamments! ¢ I'KO.
IMauu No Mopd. Paszmep
Ne €HT Ion | Bo3pacr ouoncumn Ka. nnarnos Jlokanuzanus AMArHo3 (cm)
IIpaBas
15 ManobepuoBas
1 TJ1 647-63/12 I'KO KOCTh I'KO HJ
9094- IIpaBas
2 KK 14 114/12 I'KO OepeHHast KOCTh I'KO 5,5x4,5x7,5
IIpaBas
21342- ManobepuoBas
3 CcO XK 15 62/10 I'KO KOCTh I'KO 4x3x2,5
31oKauecTBeHHAs
4 YA XK 15 M581/14 I'KO Kpecren I'KO HJ
JleBas
®ubposHas 6onbiiedepiioBas
5 MK 12 2200-15/15 JUCTIIa3Hs KOCTh I'KO 3x2
15019- ITepBoe pedpo
6 Ko 17 48/15 I'KO cieBa I'KO 6,8x4,8
IIpaBas
6onbiredepiioBas
7 AA XK 13 3225-31/16 OcTteocapkoma KOCTh I'KO 4x4x3
JleBas
6onbiredepiioBas
8 1 M 17 F388/16 Omnyxonb KOCTh I'KO HI
JleBas
6onbiredepiioBas
9 AD XK 17 G793/16 Onyxoib KOCTh I'KO HJ
IIpaBas
6onbiedepiioBas
10 | BII XK 14 G459/16 I'KO KOCTh I'KO HJ

H/I — HeT maHHBIX
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JAHHOM cJydae ImepecMoTp peHTreHoBckux cHuMKoB, KT/MPT oka3zancs
HEJIOCTYITHBIM.

OnyxoJib JOKadu30Bajlach MPEUMYIIECTBEHHO B MeTa’nu(u3apHOil 30HE
JUIMHHBIX TPyOuYaThIX KocTeW (8 ciydaeB), y OJHON MHAalMEHTKH ObUT MOpPa’KeH
KpecTell, y Apyroro mamueHTta (Maiapuuk, 17 net) nepoe pedpo ciesa (Puc. 3).
[Tatonoruueckuii nepenom ObUT 3aperucTpupoBaH y oaHoi mnamuentku ¢ ['KO
Oonbie0epIioBoi KOCTU. bombinas 4acTh cliydyaeB B Hamux HabmoaeHusx (6 u3
10) noxanu3oBanach B JJIUHHBIX TPYOUaThIX KOCTAX, (DOPMUPYIOIIUX KOJECHHBIN
CyCTaB.

Pentrenonoruyeckas kapTuHa Obuia goctaTodHo xapaktepHout mis 'KO Bo
Bcex HaOmoneHusix. OOHApyKUBAJICS SKCUEHTPUYHBIN, OTHOCUTEIBHO XOPOIIO
OTPAaHUYCHHBIA JIUTUUECKUN OYar, MPeUMYIIECTBEHHO, 0€3 0UYEeBUIHOTO KOCTHOTO
matpukca (Puc. 4). I'paHuiia KOCTHOTrO Kpasi MPOCIEXKHBAlIach Jydllle, 4YeM
rpaHulla C NPWISKANMMH MSITKUMU TKaHsIMU. Bo Bcex ciaydasx oOmyXxolb
pacmpocTpaHsijiack 3a MOpelneibl Kak MHUHUMYM OJIHOTO aHAaTOMHYECKOIO
KOMMapTMeHTa (pOCTKOBasi TIUIACTUHKA W/WIW KOPTUKAJIBHBIM CJOM), dTO
CBUJETEIBCTBOBAIO O JIOKAJIBHOW AarpeCCMBHOCTH IMATOJIOTHUYECKOro Ipolecca.
[IpuueM, arpecCMBHOrO THIA MEPUOCTATBLHON peakuuu (CHUKYJbI, KO3BIPEK
KoamaH) He ObLJIO BBISIBJIEHO HH B OJHOM HAOJIIOICHHH.

[Ipu KT-uccnenoBanuu omyxoJib ObUIa XOPOIIO OrpaHUYEHA, MPeACTaBIcHA
MSATKOTKAHHBIM KOMIIOHEHTOM, JIOKQJIbHO pa3pyliajia KOPTHUKAJIbHBIA CIIOH C
BOBJICUCHHEM B MATOJIOTUUYECKUHN MPOIIECC MpUIeKaIINX MIATKUX TkaHel (Puc. 5).

[Ipu MaKpOCKOMUYECKOM UCCIEOBAHUM Ha PaCIuiIe OMyX0Jb ObLia XOPOIIO
orpaHWYeHa, COYHas, KpacHOBaTo-ceporo 1seta (Puc. 6).

[Ipy  rUCTONOTMYECKOM  UCCIAEJOBAHUM  TKaHb  OMYXOdW  ObLIa
MPEeUMYIIECTBEHHO  conuaHoro  crpoenus (Puc.7), Bo Bcex  ciaydasx
OOHApPYXUBAJINCH JIBAa KIJIETOYHBIX KOMIIOHEHTA: MOHOHYKJICAPHbIE KJIETKH U
TUTAaHTCKHE MHOTOSIIEPHBIE OCTEOKJIACTONON00OHbIE KIETKH. MOHOHYKII€apHbIE
KJIIETKM HUMEJIH KPYTIYI0, OBAJIBHYIO WU BBITAHYTYIO (OpPMY, C KPYIJIBIM WIIU

OBAJIbHBIM AAPOM M MCJIKHUM SAAPBIIITKOM. MuTtoTHYecKass aKkTUBHOCTh B
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Puc. 3. Pacnipenenenue ciyyaeB 'KO y nereit B 3aBUCMMOCTH OT JIOKAJIH3aLHUH.



Puc. 4. Penrrenorpamma nanuentku ¢ ['KO. B meraduzapno-meraduzapHoii 30He
JeBoi 00IbIICOEPIIOBOM KOCTH OMPEAESAETCS TUTHUECKUNA OYar ¢ pa3pylieHHEeM
KOPTUKAJIBLHOTO CJIOSI M PACIPOCTPAHCHHEM OIYXOJIW B TPHICKAIINE MSATKHAC

TKaHH.

Puc. 5. A. KT-uccnegoBanue. I'KO neBoit OosbmedeprioBoii koctu. BuaHsbl
Y4acTKM paspyuieHus KoptukaibHoro cinos. b. KT-uccnenoBanue. I'KO kpectna ¢

BOBJICUCHHEM B MATOJIOTMYSCKUM MMpoUCCC MPUICIKAMUX MATKUX TKaHEH.



Puc. 6. T'KO, wmakpockonuyeckoe wuccienoBanre. MakponpenapaT mocie

OHAOIIPOTE3UPOBAHUS.

Puc. 7. A. T'ucromornueckuii ckan I'KO. BUIHEBI 30HBI COMMIHOIO M KHCTO3HOI'O
CTPOCHMS, O4yard HeKpo3a u ouaroBele kpoBoumznusHus. ['D, x8. b. T'KO.
Onpenensitorcsi JBa KJIETOUHBIX KOMIIOHEHTA: MOHOHYKJI€APHBIE KIETKH U
TUTAaHTCKHE MHOTOSJIEPHbIE KIETKHU. f/ipa KIETOK O0O0MX KOMIIOHEHTOB HMMEIOT

cxoxee crpoenue. ['D, x40.
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MOHOHYKJICAPHBIX KJIETKAaX BapbUpOBaja B Pa3JIMUHBIX TOJISIX 3PEHUS, OIHAKO,
narojoruyeckue (GopMbl  MHUTO30B  JOCTOBEpPHO He omnpeaemsuinchk. llo
MOP(OIOTUYECKUM XapaKTEPUCTUKAM SiIpa MOHOHYKJICAPHBIX KJIETOK ObLIM OYEHb
CXOJIHBIMU C Si[paMU THUTAHTCKUX MHoOrosiiepHbix kiertok (Puc. 8). B Ttpex
HaOJIOJIGHUSIX B 4YacTU TOJEH 3pEeHHs] MOHOHYKJEAapHbIE KIETKH UMeEINu
BBITAHYTYIO (JOpMY, a TaK:KE OMPEACISUIUCH 30HbI BEPETEHOKIETOYHOTO CTPOCHUS
(Puc. 9 A). 'urantckue MHOTOSIIEpHbIE KJIETKU ObLIM BCEr/la MHOTOYHUCIIEHHBIE, C
Ooratoi 303MHOMUIBLHON IIUTOIUIA3MOM, B KOTOPOM HacuuthiBasioch Oosee 30-50
anep. Berpeuanuch KpymnHble TUCTHOLMTHL U HEOOJBIIME KIAaCTEPhl KCAHTOMHBIX
KIeTOK (B JAByX ciyvasx). Hepenko BBISBISUINCh KUCTO3HbIE W3MEHEHUS
(Bropuunass AKK). Eaunuuynble ouarm Hekpo3a no Tumy uHpapkra, 06e3
nepudokanbHON BOCHATUTENBHON HHOUIBTpALUK OBUIM 3apeTHUCTPUPOBAHBI B
onnoM HaOmonenuu (nanueHtka 14 get ¢ 'KO npaBoii 60ib11e0epiioBOM KOCTH).
OmnyxoJieBbie SMOO0JIBI HE BCTPETWINCh HU B OJHOM M3 ciydaeB. B dactu monei
3peHHsi 0OHAPYKUBATUCH HEOOJBIINE 30HbI PEAKTUBHOTO KOCTeoOpa3zoBanus (Puc.
9 b). V ognoil manueHTKH OBUIO OOHAPYKEHO METACTATHYECKOE MOpa)KEHUE
nerkux (Puc. 10, 11).

Tak kak OTHOM U3 XapaKTEPHBIX reHeTHYeCKnX mojaoMok npu ['KO saBnsercs
MyTalusi TUCTOHOBBIX OenkoB H3.3, ObuI0 MpOBEIEHO MMMYHOTHCTOXHUMHUYECKOE
uccnenoBanue ¢ antuteiaom G34W u K36M (Puc. 12, 13). U3 noctynHbIX ams
BBITIOJTHEHUS JAHHOTO MCCleIoBaHus 9 cilyyaeB, MO3UTUBHAS sIIEPHAS SKCIIPECCUs
G34W Obuia BeisiBIEHA TOJIBKO y 5 manueHToB (Tabn. 3). B octanbHbIX 4 cioydasx
AKCTpEcCcHusi JaHHOTO a0eppaHTHOrO Oelika He BhIsSBIsIAaCh. [IpuueM, monydeHHbIe
JTAaHHBIE TIOJIHOCTHIO COOTBETCTBOBAJIM PE3yjbTaTaM CEKBEeHUpOBaHUA 1o CeHrepy
(Puc. 16). ITo3utnBHOE OKpamiMBaHue ObLIO SIEPHBIM U OOHAPYKUBAIOCH TOJIBKO
B HEOIUIACTUYECKUX KJIETKaX (MOHOHYKJIE€apbl WU BEPETEHOBHUJHbBIC KIIETKH),
TUTAaHTCKUE MHOTOSIIEPHBIE  OCTEOKJIACTOMOAOOHBIE KJIETKM BCeraa ObUIn
HeratuBHbIMU (Puc. 13). Emie Oonee nntepecHsiM (akToM OBLIO TO, YTO B 30HAX C
KHUCTO3HBIM KOMIIOHEHTOM 110 Tuny BropuuHoii AKK knetkm Ttakke

skcmpeccupoBanu G34W (Puc. 14, 15). Ilpuuem no cBoei Mmopdoiorudeckoun



Puc. 8. I'KO. I'nranTckue MHOTOSIZICpHBIE KJIETKH coaepxkaT 50 u Ooiee siaep.

Snpa xiaeTok 060uX KOMIIOHEHTOB UMEIOT cxoxee cTpoenue. ['9, x400.

Puc. 9. A. T'KO, kneTku OmMyXoju BBHITSIHYTOM M BEpEeTEHOBUAHON (opMbl. [,

x100. b. TKO. OnpenensitoTcs 30HBI peakKTUBHOTO KocTeoOpazoBanwus. ['9, x70.
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I'D, x4.

Meracra3 ['KO B TkaHb JIeTKOro y nanueHTku 16 ner

. 10.

Puc

TkaHp OMyXoJM XOPOILIO
'3, x100.

Puc. 11. Meracra3z I'KO B Tkanb jerkoro (pparmeHr)

orpaHn4cHa, COCTOUT U3 ABYX KJICTOYHBIX KOMIIOHCHTOB.



Puc. 12. Ummynorucroxumuueckoe nccnenopanne ' KO ¢ G34R, kneTkn ommyxosn

ITIO3UTHUBHBI (HI[CpHBIﬁ JIOKyC), TATaHTCKHUC MHOT'OAACPHLIC KICTKWM HCTAaTUBHELI,

x250.

Puc. 13. HNmmyHnorucroxumuueckoe wuccienopanue ['KO ¢ K36M, kietku

OITyXOJIM HETaTUBHBI, X250.



Puc. 14. 3oner BrOopmunoit AKK B I'KO. BuaHbl MHOXECTBEHHBIE CENTHI,

COCTOAMIMC M3 BBITAHYTBIX KIICTOK, THTAHTCKUX MHOTOAACPHBIX KJICTOK Mallo. I's

x70.

Puc. 15. 3ons1 Bropuunoiit AKK B ['KO. IMMyHOrHCTOXMMHUYECKOE UCCIEN0OBAHNE

c G34W (H3F3A), kierku Bropuunoit AKK no3utushsl, x100.



3225-31/16
Gene name: H3F3A

AA mutation: p.G35R (Substitution - Missense, position 35, G R)

90

CDS mutation: c.103G>A (Substitution, position 103, G A)

Puc. 16. CexBeHupoBaHUE MO

(H3F3A).

Cenrepy npu ['KO. Ilokazana myramuss G35R

Tabauma 3.
[Tarmentsl ¢ 'KO. UMMYyHOTHCTOXHMUYECKOE UCCIIEIOBAHUE.
Ne IHanuent Hoa Bospact Ne Guoncun G34W K36M
1 T XK 15 647-63/12 - -
2 KK XK 14 9094-114/12 - -
3 CO XK 15 21342-62/10 MO MO
4 Y1 XK 15 M581/14 + -
5 MK M 12 2200-15/15 - -
6 K® M 17 15019-48/15 + -
7 AA XK 13 3225-31/16 + -
8 15141 M 17 F388/16 - -
9 AD XK 17 G793/16 + -
10 BI1 XK 14 G459/16 + -

MO — marepuain oTcyTcTBYeT (mapadrHOBbIE OJIOKH)
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Tabnuua 4.

PesynbraT cexkBennpoBanus no Cenrep nanuenTos ¢ I'KO.

H3F3A | H3F3A | H3F3A | H3F3A | H3F3B H3F3B
[Mau Bos Ne Mopdod. Codon | Codon | Codon | Codon | Codone Codone
Ne | enr | Ilom | pact 6uoncuu JIMarHO3 27 28 35 37 35 37
1 TJ K 15 647-63/12 I'KO MH MH MH MH MH MH
9094-
2 KK K 14 114/12 I'KO WT WT G35L WT WT WT
21342-
3 CO K 15 62/10 I'KO MO MO MO MO MO MO
4 Y K 15 M581/14 I'KO WT WT G35R WT WT WT
2200-
5 MK M 12 15/15 I'KO MH MH MH MH MH MH
15019-
6 Ko M 17 48/15 I'KO WT WT G35R WT WT WT
3225-
7 AA K 13 31/16 I'KO WT WT G35R WT WT WT
8 1 M 17 F388/16 I'KO MH MH MH MH MH MH
9 AD K 17 G793/16 I'KO MH MH MH MH MH MH
10 | BII K 14 G459/16 I'KO

MH — marepuan HeunpopMaTUBEH

MO — marepuan oTcyTcTBYeT (mapaduHOBbIE OJIOKH)

WT — nukuit Tun (wild type)
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XapakTepUCTUKE OIyXOJib B JIaHHBIX YyYacTKaX HE HMeJla XapaKTepPHBIX
ructonornyeckux mnpuzHakoB ['KO, centsl cocTosii M3 BBITSIHYTHIX
(brbpo06IaCTOMOIOOHBIX KIETOK, KOJIMYECTBO THTAHTCKUX MHOTOSACPHBIX KIETOK
ObU10 MUHHUMaNbHBIM. [lo3utuBHOM peakiuu c¢ antutrenroM K36M He Obuio
MOJIy4eHo HU B ojHOM u3 HaOmoaenui ['KO (Puc. 13).

Y 6 nmauueHToB OBUIO BBHIMOJIHEHO CEKBeHUpOBaHUE MO CeHrepy ¢ IeNblo
noucka xapakrepuoid mytanuu (H3F3A). B 3 cnyyasix u3 6 uccienoBaHHbBIX ObLia
BbIsiBieHa TunuuHas mytanus H3F3A B komone 35 (G35R), yTto A0CTOBEPHO
noaTrBepxaano nuario3 'KO. B onnom cinywae (neBouka 14 ner, I'KO mpaBoii
OenpenHoi koctu) Obuia oOHapyxeHa myTtauust G35L B 35 xogone rena H3F3A,
YTO TaKKe JIOCTOBEPHO MOJATBEPAWIIO AMArHo3. MHTEpecHO OTMETUTh, YTO MpHU
MMMYHOTUCTOXMMUYECKOM HCCJIEIOBAaHUM MaTepuaja JaHHOM NalUEeHTKH ¢
antutenoM G34W oskcnpeccud AaHHOTO Mapkepa HE ObUIO BBISIBICHO BBUIY
Ipyroro, 6oJjiee peKoro TUa MyTallid UCCIIEIOBAHHOTO TeHa.

Opnnako, BBUAY cinoxHocted Boienenus PHK u3 matepuana napaduHOBBIX
0JIOKOB, B 4 ciydasiX JIOCTOBEpPHBIM pe3yJbTaT MOJYyYUTh HE YAaloCh, UYTO HE
nckmovaeT auarHo3 'KO (Tab6m. 4). JlaHHOe 00CTOATENHCTBO MOXHO OOBSICHUTD
MPUMEHEHUEM arpecCMBHOM JeKalblIMHAIMKM TMOJYYEHHOTO TMpU OHOICUU
TUCTOJIOTUYECKOTO MaTepuana (MIPUMEHEHHE PacTBOPOB arpeCCUBHBIX KHUCIOT),
TaK KaK 4YacTh MaTepualia COCTaBJSUIM KOHCYJbTATUBHBIE CIydau M3 JPYTHUX

Je4eOHBIX YUPEKICHUH.

3.2 llenTpasbHas TMraHTOKJIeTOYHAas rpanyJema (L[I'KT).

Me1 Habmonanu 22 cioyyaa LHI'KI y nereit u mogpoctkoB. B kaxxaom cirydae
aHAJTU3UPOBAINCH JIaHHBbIE aHaMHe3a (T0JI, BO3pACT, JIOKAJIM3alMs, >KaloObl,
MpOBeICHHOE JieueHne), fanuple peHTreHonorudeckoro (KT/MPT) uccnenoBanus
(Ipu HaTWMYUM) U TUCTOJIOTMYECKUM MaTepual. BceM nmanuenTam ObLIO MPOBEICHO
XUpyprudyeckoe JedeHue (IMyHKIMS, KIOpeTaX WIM TOTallbHAs Pe3eKIus

oOpa3zoBaHuUs).
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Pacnpenenennie mosioB ObUIO MPUMEPHO PAaBHBIM: MaJbYUKOB 12, 1eBOYEK
10. Bospact BappupoBain ot 5 go 17 ner, y mManueHTOB Miaimie S JIET JaHHOE
3a00J€BaHNE HA HAIlleM MaTepuaje He BCTpeudanoch. HTEpecHO OTMETHUTh, 4TO
kinandeckuit guarno3 LI'KD nmpu HampaBieHun OMONCHMWHOrO Matepualia Ha
UCCIIEIOBAaHUE 3aperucTpupoBaH Toiabko B 3 ciuywasx (13,64%). I'KO
¢dburypupoBajia B KIMHUYECKOM JHAarHo3e B OOJIIIMHCTBE ClydaeB (8 MaueHToB,
36,36%), pudbposnas nucmiazus B 4 cnydasx (18,18%), muarno3 «kocTHasi KUCTa»
(6e3 yrtounenusi) Obul y onHoro marueHta (4,55%) u octreoma B OJHOM
HaOmoiennu. KnuHuueckuit uarHo3 orpaHuYuBalICs ONPEEICHUEM «OIMyX0Jb)» B
5 cnydasix, uto coctaBuio 22,73% (Tabm. 5).

[Toutn Bce ciaydan OOHApy>XMBaIUCh B 4eNMOCTSAX — 21 (HUXKHSISL YENIOCTh
11, Bepxusas uemocts 10). B onmnom nabmomenuu I[I'’KT' nokanuzoBanace B
n06HO0M KocTu — 4,54% (naeBouka 6 yet). He Obu10 3aperucTpupoBaHO HU OJTHOTO
Cilydas ¢ JIOKaJlh3aluen mopaxxeHus 3a mpejenaMu YeaocTed U KocTel yepena.

Pasmepsr obOpazoBanus BappupoBaau oT 1 mo 12,8 cM B HamOombIeM
m3Mmepenuu. llaTonorudyeckue mnepenoMbl HE ObUIM BBHISIBICHBI HU B OJIHOM U3
HaOII0ICHUM.

OcHoBHbiMH  KHHUYEeCKUMU mposBieHussMu I'KDT Opuin  xanoObl Ha
0e300JIe3HEHHOE ~ yBEIMYEHUE O0beMa 30HbI TMOPaXKEHUs, KOCMETUYECKUU
nuckoMdopt. [Ipy BOSHUKHOBEHUHU B YETIOCTIX HAOMIOAAMUCh TeopmMaiinu 3y0oB
u anomanuu npukyca (Puc. 18, 19). [Ipu BoBieueHUH B NATOJIOTHYECKUI MPOIECC
BEpXHEU YENIOCTH U BEPXHEUENIOCTHBIX CHHYCOB MPUCOEAUHSIUCH CHUMIITOMBI
HazalbHOM OOCTpyKuMH. BpeMeHHOW WHTEpBal OT MOMEHTA TMOSBJICHUS
KIIMHUYECKOM CUMIITOMATHKUA A0 OOpallleHHs] B KIMHUKY COCTaBJSI OOBIYHO
HECKOJIbKO MECSIIEB.

[Ipy pEHTTeHOJOTHMYECKOM MCCIEAOBAaHMU BO BCEX  HAONIOJEHUAX
OOHapyXUBAJICSI OYar MOPaKEHUsSI KOCTU JTUTUYECKOTO XapaKTepa, Kak MpaBuiio, ¢
pacrpocTpaHEHUEM 3a HOpPMallbHble AHATOMUYECKHE TPaHUIIBl KOCTH, ObLI
OrpaHUYeH OOOJKOM KOCTHOM TKaHU (TepuOCTalbHAs peaklus MO0 THUIlY

CKOPJIYTIBI).
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Tabnuma 5.
[TamuenTsl ¢ LHII'KT.
K. Mopd.
Ne | Tlaument | [oa | Bo3pacrt | Ne Guoncuu JMArHo3 Jokaauzanus auarno3 | Pa3mep (cm)
BepxHsisa uentoctb
1 AA K 11 18473-84/04 I'KO crIpaBa HI'KI HJ,
2 Ay M 14 20210-16/12 Omnyxounb Huxnss yenrocts OIrkr 3
HwxHss yentocth
3 KO XK 17 29634-50/11 I'KO crpasa HI'KI 7
4 JIB M 17 20392-02/06 I'KO HwuxHsis yentocTh HI'KI HJ
HeO6HBIit 0TpOCTOK
5 HO X 16 6696-705/11 T'KO BEpPXHEH YeI0CTH HI'KT 1,8x2,4x2,7
®ubposHast | BepxHsis uenocTh
6 CE XK 12 8714-23/09 | mucnnasus cipasa OIrkr 2x1
®ubposHast | BepxHsis uenocTh
7 DJ] XK 10 23667-82/10 | npucmmasus clieBa HI'KT 2,5x1,9x1,4
dubpozHas
8 AN M 12 21152-65/03 | nmucrnazusi | BepxHss 4enocTh OIrkr HO
9 AA XK 6 14885-95/07 Octeoma Jlo6GHast KOCTh LI'KTC 2x4
ATbBEOJISIPHBLI
OTPOCTOK BEpXHEH
10 EN M 5 11936-47/13 I'KO YeI0CTH OIrkr 5
19082-
11 'K XK 14 119/13 Omnyxounb Huxnss yentocts OIrkr HO
12 ™ M 9 1258-62/13 Kucra YenrocTh HI'KI HJ
13 BA M 16 360-70/15 Omnyxounb Huxnss yentocts OIrkr HO
dubpozHas
14 ™ K 6 F1679/15 JACILIIAa3Us HuxHsis yentocTh HI'KI HJ
15 11 M 10 6722-30/16 1I'KT BepxHsis yentocth HI'KT 1x1,2
BepxHsis uentoctb
16 EK XK 16 G298/16 I'KO cleBa HI'KI HJ,
17 JA K 12 F828/16 Onyxoib Huxuss gentocthb II'KT HJ
BepxHsis uentoctb
18 A M 8 G827/16 I'KO cleBa OrkKr | 9,2x9,8x12,8
Hwxnss yentocth
19 JIA M 7 Z134/16 Orkr cieBa HI'KI HJ,
20 1o M 5 13444-58/17 Omnyxounb BepxHsis yentocTsb OIrkr 1x1,2
21 CT M 16 7163/17 II'KT Huxuss gentoctsb HI'KT HJI
22791-
22 110I | M 7 803/17 I'KO HuxHsis yentocThb HI'KI 5x3

H/I — HeT maHHBIX
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Puc. 18. Bug mamumenta ¢ LII'KI' BepxHel yemtocTH, BUIHA aCUMMETPUS

Jvna U CTUIAXKEHHOCTH JIEBOM HOCOTYOHOU CKIIAKH.

Puc. 19. Tor xe mamuent ¢ LUI'KI' Bepxnen vemroctu. B 30He mopaxeHus

OoTMeuaeTcs MoTeps 3yOOoB, HapyIlIeHHEe MPUKYCa.
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[Ipu KT-uccnenoBanum oOHapy>KHUBajiCs Odar MSITKOTKAHHOW MJIOTHOCTH,
MPAKTUYECKN BCErJa C YETKOM IPaHUIICH, OKPYKECHHBI TOHKUM CKJIEPOTUUYECKUM
obonkom (Puc. 20, 21). KopTukanbHBIM CHOM OBUT HMCTOHYEH WM YaCTHYHO
paspymien. Ilpu MPT-uccnenoBanuu wuHOrAa OOHAPYKUBAJICS KHUCTO3HBIM
KOMIIOHEHT Pa3IuYHON CTeNneHU BhIpaxxeHHOCTH (110 Tumy BropuuHoit AKK).

[Ipn MakpOCKONMMYECKOM HCCIEOBaHUU (Yallle MaTepuai, MOJTYyYEeHHbIN
MoCJe KIopeTaxa) TKaHb OMyX0Jid ObLTa MSTKasi, CEpOBaTO-PO30BOIO IIBETA.

[Ipu rucronornyeckoM UcCIeqOBaHUM OOpa30BaHUWE MMEIO OTHOCUTEIBHO
YETKYI0 TpaHuily, B nepudepuueckux 30HaX BCTPEYAIUCh YUYACTKU PEAKTHUBHOIO
KocTeoOpa3oBaHUsi B BHUJIE HE3PENON CTPYKTYpPUPOBAHHOU T'pyOOBOIOKHUCTOU
koctHOU TkaHu. LII'KT" cocTosina u3 BBITSHYTHIX BEPETEHOBHUIHBIX KIIETOK, spa
KOTOPBIX TakKe€ HMENU BBITSHYTYI0 WIM OBabHYIO (opmy. Kierku mectamu
(dhopMUpOBaIU XaOTUYHO PACIOJIOKEHHbIE B MPOCTPAHCTBE IMYYKH, B YACTH MOJEH
3pEHHs MOKHO OBLIO OOHApYXHUTh IITOPU(MOPMHBIN HaTTEpH. MEXKKIETOUHBIN
MaTpukc ObUT (POKATBbHO KOJUIAr€HU3UPOBAHHBIM. MUTOTHYECKAs AKTUBHOCTH
OblJla HHU3KOM WM JOCTOBEPHO HE OMNpeAessuiach BO BCEX aHAIM3UPYEMBIX
ciydasx. Btopoit o00si3aTenbHbId KJIETOYHBIH KOMIOHEHT ObLT MpeAcTaBiIeH
KJIaCTepaMH TMTAHTCKUX MHOTOSIJIEPHBIX OCTEOKIACTOMOAOOHBIX KJIETOK, KOTOPbHIE
uMenu TEHJICHIIUIO K HEPAaBHOMEPHOMY pacrpeeeHuIo, 4acTo
KOHIICHTPUPOBAIUCH BOKPYT o4aroB kpoouznusuuil (Puc. 22). KonuuectBo siaep
B TUTAaHTCKUX MHOTOSJIEPHBIX KJIETKaX HUKorna He npeBsimano 30. B
oonpiuHcTBe ciydaeB (17, 77,27%) oOHapyX uUBaIUCh HEMHOTOUYHCICHHbBIC
AKCTPABA3AIBHO PACTION0KEHHBIE SPUTPOLIUTHI, a TAKKE TPaHyJIbl FEMOCUIEPUHA U
reMocuaepodarm.

B 16 cinyuasx ObUI10 TPOBEAEHO UMMYHOTHCTOXUMHUYECKOE UCCIEOBAHUE C
antutenamMu Kk G34W u K36M (Tabn. 6). Ilo3uTuBHON SAESPHOM IKCIPECCUH
JTAHHBIX MapKepOB He ObLIO BBIABJICHO HU B OTHOM M3 HaOmtonenuit (Puc. 23, 24).

B 9 caywasx HI'’KI' Obuio BBIMOJHEHO cekBeHUpoBaHue 1o CeHrepy
Marepuala, MoJIy4YeHHOro u3 mapaduHOBBIX OJ0KOB. B onHO HabmogeHun Oblia

oOHapyxeHa cuHoHnMuYHas MmyTtanust R27R (silent mutation) B 27 koioHe reHa
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Puc. 20. KT-uccnegoBanne mnanuentku 11 ner ¢ HI'KI. B BepxHell uemtoctu
onpenenseTcs JUTUUECKUN ouar ¢ YeTKOU IpaHuIel, HCTOHYEHUEM U (POKaTbHBIM

OTCYTCTBHUCM KOPTUKAJIIBHOI'O CJIOA.

Puc. 21. KT-uccnenoBanue Tou e namueHTku ¢ LII'KI' BepxHel yemrocTu.



Puc. 22. HI'KI. A Onpenensiercss 4eTkass TIpaHHIA, YYACTKH PEAKTUBHOIO
ocreorenesa. ['D, x7. b. Onyxosb COCTOUT U3 BBITAHYTHIX KJIETOK. OnpeaensroTcs
MHO>XECTBEHHbIE THMTaHTCKUE MHorosaepHele kierku. [0, x50. B. Owuarum
remocuaeposa. I'. KieTtkn onmyxonm HanmoOMMHAIOT MOHOHYKJIEAPHBIE KIETKH H

TUCTOJIOTHYECKH cCUMYIHUPYIOT cTpoenne ['KO.
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Puc. 23. Ummynorucroxumuueckoe wuccienoanue LI'KDT ¢ G34R (H3F3A),

KJIETKH OITyXOJW HeraTuBHbI, X250.
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Puc. 24. NUmmyHnorucroxummuueckoe wuccienoBanue L[I'KI' ¢ K36M (H3F3B),

N

KJIETKH OITyXOJM HeraTuBHbI, X250.
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Tabau1a 6.
[Tarmentsl ¢ LI'KT. UMMyHOTHCTOXMMHUYECKOE UCCIEIOBAHUE.

Ne IHanuent Ioa Bozpacrt Ne ouoncum G34W K36M
1 AA K 11 18473-84/04 - -
2 Iy M 14 20210-16/12 - -
3 KO K 17 29634-50/11 - -
4 JIB M 17 20392-02/06 MO MO
5 HO K 16 6696-705/11 - -
6 CE K 12 8714-23/09 - -
7 D]l K 10 23667-82/10 - -
8 M M 12 21152-65/03 MO MO
9 AA K 6 14885-95/07 MO MO
10 EU M 5 11936-47/13 - -
11 'K K 14 19082-119/13 MO MO
12 ™ M 9 1258-62/13 MO MO
13 BA M 16 360-70/15 MO MO
14 ™ K 6 F1679/15 - -
15 1 M 10 6722-30/16 - -
16 EK K 16 G298/16 - -
17 JIA K 12 F828/16 - -
18 ig;| M G827/16 - -
19 JIA M 7134/16 - -
20 o M 13444-58/17 - -
21 CT M 16 7163/17 - -
22 1], M 7 22791-803/17 - -

MO — marepuain oTcyTcTBYeT (mapaduHOBbIE OJIOKH)
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Tabmuma 7.
PesynbraT cexBennpoBanus no Cenrep nanueHnTos ¢ LII'KT.
Ne H3F3A | H3F3A | H3F3A | H3F3A | H3F3B | H3F3B
Mauu Bo3p | Omomncu Mopd. Codon | Codon | Codon | Codon | Codon | Codon
No eHT Mon act " AUATHO3 27 28 35 37 35 37
1 I} M 8 G827/16 HI'KD WT WT WT WT WT WT
20210-
2 Yy M 14 16/12 LTKT WT WT
6695-
3 HO K 16 705/11 HI'KD WT WT WT WT WT WT
18473-
4 AA K 11 84/04 LK WT WT
5 JA K 12 F828/16 HI'KD WT WT WT WT WT WT
6 CT M 16 7163/17 HI'KD WT WT
7 JIA M 7 7134/16 HI'KD R27R WT WT WT WT WT
8 EK K 16 G298/16 HI'KD WT WT WT WT WT WT
13444-
9 11D M 5 58/17 HI'KD WT WT WT WT WT WT

WT — nukuit Tun (wild type)
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Mutation ID COSM4971457
Gene name H3F3A
AA mutation p.R27R (Substitution - coding silent, position 27, R R)
CDS mutation c.81C>T (Substitution, position 81, C T)
FATHMM prediction Pathogenic (score 0.77)

C C G C T € G cC A A G

£ 80
oo =

>
(0]

Puc. 25. CexBennpoBanue mno Cenrepy npu LI'KI. Crpenkoii noka3ana

cuHonnmuuHas (silent) mytanust R35R B rene H3F3A (codone 27).
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H3F3A, oOycnoBieHHasi 3aMEHOM HYKJIeOoTHAa 0€3 COOTBETCTBYIOLIEH 3aMEHBI
amuHokucnotrel (Tabn. 7 m Puc. 25). Bo Bcex ocTanbHBIX Ciy4yasix B
ucciaeoBaHHbIX KomoHax reHoB H3F3A wn H3F3B myranuum He BBISBIICHBI

(oOHapyXeH AUKHUI TUI T€HOB).

3.3 AveBpusmaiibHasi KocTHas kucta (AKK).

AKK npu wmopdonoruueckoM wuccieqoBaHuM Oblla BbISIBIEHA y 75
ManreHToB. B Kaxx0oM ciydae aHaIu3UpOBAINCH JaHHbIE aHaMHe3a (110J1, BO3pacT,
JOKaNu3aius, >XKajloObl, MPOBEJCHHOE JICUCHHE), JAHHBIE PEHTIC€HOJOTHYECKOTrO
(KT/MPT) uccnenoBanusi (mpu HaJW4YUU) U TUCTOJOTMYECKUN MmaTepuan. Bcem
nanreHTaM ObUIO MPOBEICHO XUPYPrUUYECKOe JieueHHUE (IMYHKIUS, KIOPETaX WU
TOTaJIbHAs pe3eKIrs 00pa3oBaHM).

Bospact nanueHToB BapbupoBai oT 2 A0 18 jer, ¢ TMKOM MHIUAEHTHOCTH B
nepuoA ot 12 go 18 nmer — 38 nabmoaenuit (50,67%). B Bo3pactHol rpymnme oT 7
1o 12 ner obu1 auarnoctupoBad 21 cioyyait AKK (28%), ot 3 no 7 ner 14 cinyyaeB
(18,66%), or 1 nmo 3 mer Obuio BeIsiBIEHO Bcero 2 ciyyas AKK (2,66%). B
BO3PACTHOW Trpynme 10 OJHOrO0 roja JaHHOE 3a00JieBaHUE HE BCTPEYAIOCH.
KonudecTBo MaibunKOB U IEBOYEK OBLIIO TPUMEPHO paBHBIM 38/37.

Cpenu xnuHuueckux mnposiBieHudt AKK netu npenbaBisuim kamoObl Ha
CIIOHTAaHHbIE M MaJbIAaTOPHbIE OOJIEBbIE ONIYIICHUS, YBEJIMYECHHE O0beMa
MOpaXEeHHOM dYacTW TeNla, HHOrJAa OTMEYaJloCh OrpPaHUYEHHUE AaMIUIUTYIbI
JIBIDKEHUN B CycTaBe, OJM3KOM K ouary mnopaxeHus. 3mMeHeHHe JIHHBI
koHeyHocTed mnpu Jokanu3auun AKK B uMHHBIX TpyO4aThIX KOCTSIX OBLIO
3apeructpupoBano y 11 manueHToB (yKOpoueHue B 8, YIJIWHEHHE B 3 Cllydasx),
yT0 cocTtaBwio 14,66%. AmmnuTyaa IBWKEHUH B NPWIEKAILEM K OITYXOJIH
cyctaBe Obula orpaHuueHa y 7 perel. Manudecranus 3abosieBaHus ¢
MaToJOTUYECKOT0 TepesioMa MpU TpaBMax OblIa BbIABICHA B 17 HaOIIOJEHUSIX
(22,66%). Yka3aHus Ha MyHKIHWIO 00pa30BaHUsI C IMATHOCTUUECKOHN MM JieueOHOU
LENBI0 0 XUPYPruuecKoro BMeNIaTeabCTBa ObLIM 0OHApYKEeHbl B aHaMHe3e y 11

nanueHToB (14,66%).
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Yame Bcero AKK BcTtpewamace B MeraduzapHO-guaduzapHOil  30HE
mieyeBoit (17 mammentoB, 22,66%), Oeapennon (14 marmuentoB, 18,66%) wu
oonbiedepioBoit kocted (8 nabmoaenudt, 10,67%). Pacnpenenenue ciyyaeB B
3aBUCHUMOCTH OT JIOKQJIU3AIlNU ITOPAXKEHHUS ITOKAa3aHO Ha puUc. 26.

Kmunanuecknii  guarno3 AKK npu  HanpaBneHnum  marepuana Ha
TUCTOJIOTHYECKOE HCCieoBaHue (QurypupoBail Toiabko B 21 caydae (28%).
JlnarHo3 «KoCTHasi KucTa» BeTpeTwics B 12 nHabmomenumsax (16%), «mpoctas
KocTHast kucta» B 3 (4%). YV 12 nanuentoB (16%) B KIMHUYECKOM JUArHO3e
(durypupoBajia «TUTraHTOKJIETOUHAs omyxoiby». B 14 ciyyasx comepkaTenbHas
YacTh HampaBJEHUsS OTPAaHMYMBANIACh CIIOBOM «OIyXOJib» 0€3 KaKoro-jindo
nanpHemero yrouHenus (18,66%). Temanruskratuueckass ocTeocapkoma ObLia
3anono3peHa B 5 HaOmogeHusx (6,66%). Ocreomuenur ¢urypupoBai B
KIIMHUYECKOM Auartose B 2 ciydasx (2,66%), ¢budposnas nucmiazus B 1 (1,33%)
(Tabmn. 8).

Nudopmariust o pazmepax onyxoiu Obuta goctynHa B 44 ciyyasx (58,66%),
B OCTallbHBIX HAOMIOJEHUSIX Takas wuHGOpMaIUMi OTCyTCTBOBaia. Pasmepsl
OMyXOJM BapbUpOBaJIU B 3HAUMUTENbHBIX mpenenax, oT 0,6 (comumnas AKK
(ananru nanea) 10 12 cM B HAMOOJbIIEM U3MEPEHUH.

Pe3ynbTaThl BU3yalbHOW JUAarHOCTUKHU OBLIM JOCTYIHBI K OLIEHKE TOJIBKO Y
37-Mu mnanueHToB (49,33%), B OCTaJdbHBIX CIydasX OPUEHTHUPOBAIUCH Ha
npejocTaBieHHoe onucanue penrrenonorunueckoit (KT/MPT) kapTuHsl.

[Ipu pEeHTreHOJIOrHYeCKOM HCCIEIOBAHUM B JOCTYMHBIX JJIsI aHalIu3a
Clly4yasX, ONpPEAENsUICS SKCUEHTPUUECKUU JTUTUYECKUH ouar NOpaKeHUs, Kak
MPaBUJIO, BBIXOMSIINI 32 HOPMAaJIbHbIE AHATOMUYECKHE TPAHUIBI KOCTU, C
HMCTOHYEHHUEM KOPTUKAJIBHOTO ciosi. Ha OGolbllieM MPOTSHKEHUM MAaTOJOTHUYECKUN
odyar ObUI XOpONIO OTPAaHUYEH 3a CUET TOHKOIO CKIEPOTHYECKOrO «OO0OIKa»
(nepuoctanbHas peakuus) (Puc. 27). Ilpu nokanbHO arpecCMBHOM MOBEIACHUU
AKK, B OCHOBHOM, TIpH COJHIHOM BapHaHTE€ CTPOCHHS, HaAOIIOAAIOCH

Pa3spymi€cHUC KOPTUKAJIBHOTO CJIOA KOCTH, a4 TAKIKC YUACTKH «IIOTCPH» I'PAHUI]
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Puc. 26. Pactipenenenue cnyyaeB AKK y nereit B 3aBUCMMOCTH OT JIOKaJIHW3aLKH.



Puc. 27. Pentrenorpammsl mnarmueHToB ¢ AKK (kimaccuueckuit  KUCTO3HBIN
BapuaHT). A. B metaduze OenpeHHON KOCTH XOPOIIO OrpaHUYCHHBIN JTUTHYECKUAN
CEeNTUpPOBaHHBIM  ouar. Omnyxojib  pacmpocTpaHseTcss 33  HOPMAaJIbHbIC
aHaToMU4yeckue TrpaHuilbl OeapeHHol koctu. b. Xopomo orpanudeHHas
CENTUPOBAHHAS OIMYXO0JIb MPOKCUMAJILHOIO 3Mudu3a U Metadusa J1eBOU IMIeYeBON

KOCTH.

Puc. 28. Pentrenorpammsbl nanueHTkun ¢ AKK (comumubiii Bapuant). Omyxodsib
MPOKCUMANILHOTO MeTadu3a ManoOepiioBoil KocTu. ['paHuna ¢ MATKUMHU TKaHSIMU

HCUYCTKAaA, CCIITUPOBAHHOCTDL HC BBIPAXKCHA.
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Tabmuna 8.
[Tanmentsl ¢ AKK.
IHanue Mopd. Pa3zmep
Ne HT IMon | Bo3pact | Ne Guoncum Ka. nmarnos Jlokaau3anus AUATHO3 (cm)
1 bH M 11 22085-89/13 Kucra [IneueBas AKK 4x4x3
2 rA M 7 21153-75/13 I'KO Bepx#sis uenrocTh AKK 4x5x4,3
20360- ConutapHas
3 KA M 17 400/13 KHCTa IIneuepas AKK 9x3x3,5
4 JIA K 7 19164-67/13 Kucra [IneueBas AKK 7x3x3
5 JIT XK 5 16264-94/13 OnyxoJb HwxHss yenmocTh AKK 7 B 1uam.
ConutapHas
6 FH K 14 3789-801/13 KHUCTa ITsaTounas AKK 2x2
7 103 XK 11 2359-99/13 I'KO [MonB3nomniHas AKK 5 B Auam.
8 CH M 11 22578-88/12 AKK [IsaTounas AKK 3/4 obbema
9 PIO K 12 20749-73/12 AKK BonbirebepiioBast AKK 6x4x4
10 ITA K 16 18624-36/12 I'KO Kirouniia AKK 2x2x1,5
15799-
11 AT M 15 814/12 Kucra benpennas AKK 6x5x3
12 Il M 7 14639-88/12 I'KO [TneueBast AKK 5x3x3
13 | IO XK 8 10943-76/12 | Octeomuenut | BonbmebeprioBas AKK 1,4x2
ConutapHas
14 KM M 12 10454-87/12 KHCTa benpennas AKK 8x5
15 EN M 5 1608-18/11 Kucra [IneueBas AKK 2x1,5
16 I'H M 6 8032-42/11 Kucra [1neyeBas AKK H/
17 AB K 6 1889-99/10 Kucra [Iarounas AKK HJ
18 I'B XK 13 28282-95/10 AKK ITneueBast AKK 2,5x%6,5
19 PC M 2 5892-07//10 AKK ITneueBast AKK 6x3
20 AA K 11 15184-00/09 I'KO HuxHass yentocTh AKK H/
21 Py K 6 818-29/09 Kucra Bonbimebepuonas AKK 5,5x4x3
22 HU K 12 3223-38/14 I'KO CenamuiHas AKK HJT
3599-
23 K M 5 3618/14 OnyxoJb IIneuepas AKK 6,8x6,1
24 M M 10 6454-58/14 Kucra IIneuepas AKK 7x2x2
25 1IA X 16 7416-40/14 Kucra IIneuepas AKK 4,5x3x3
26 DA M 11 6835-44/14 Kucra [IneueBas AKK 7x3x2,5
27| KIO M 13 9102-17/14 Kucra Benpennas AKK HI
28 BA M 14 F567/14 AKK CenanuiHas AKK HJT
11995-
29 MA XK 7 015/14 I'KO JIyueBas AKK 3x1,5x2
30 J2 M 4 16129-36/14 I'KO ITneueBast AKK 6x3x4
31 | IO K 16 21881-94/14 I'KO Benpennas AKK 6x5x7
Octeocapko AKK
32 HB K 13 F1131/14 Ma benpennas (comup.) H/
33 KA M 13 19922-29/14 Kucra ITneueBast AKK 8x3x2
34 KA XK 13 F1227/14 AKK CenanuiHas AKK HJT
35 ITA M 6 F1234/14 Onyxonb Benpennas AKK HI
36 PE M 9 F1042/14 AKK Kpecrerr S1-S2 AKK HJT
Knunosuanas H
37 1B M 12 3318-23/15 AKK KOCTh AKK
38 KA M 16 19617-22/13 Onyxonb ITo3Bonok Th5 I'KO HI
33191- HI
39 KT XK 5 213/11 Onyxonb JloHHas I'KO
Jlonnas u
40 BA XK 14 15363-81/09 OnyxoJb cegaanIHas T'KO 7,6x8,5x9
41 MM M 13 10200-17/09 I'KO Benpennas I'KO 2,9x2x2
42 BO XK 15 5603-09//15 AKK JlonmaTka AKK HJT
AKK HI
43 KK XK 17 6314-53/15 | Ocreocapkoma | MaobeproBas (conun.)
44 KE XK 15 71048/15 Onyxonb ITo3Borox Th10 AKK HA
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Tabnuma 8 (mpoaomKeHue).

45 MA M 7 9913-18/15 Kucra Benpennas AKK HI
®ubposHas HA
46 MA XK 12 11432-22/15 JUCTIIA3H benpennas AKK
47 KE XK 17 G1066/15 Onyxonb ITo3BoOHOK AKK HI
48 XA XK 8 Z1127/15 Onyxonb IIneueBast AKK HI
CenanumHas 1
49 HA K 9 13961-65/15 AKK MOIB3AOUTHAS AKK 12
50 K1 M 12 20518-29/15 AKK BonbiiebepiioBast AKK 7x4x3
TenaHruAKT. HA
51 XB K 15 G50/16 ocreocapkoMa | bompmebeprioBas AKK
52 ™ M 13 4296-05/16 | Ocreomuenut ManoGep1oBast AKK HI
53 JJT K 13 7304-08/16 Kucra Benpennas AKK 3x2x2,5
54 CH M 12 G461/16 Onyxonb Bucounas AKK HI
55 CB K 11 12667-71/16 AKK Bbonbiedepriosas AKK 6,8x3,8x3,2
56 | KM M 6 13264-83/16 AKK [Tneuenas AKK 5x5x4,5
57 MIII XK 14 7140/16 Capkoma BonbmebepuioBas AKK 6,3x6,5
58 CE M 16 15433-34/16 Kucra [Iarounas AKK HJT
AKK
59 KU M 2 G926/16 Xb Pebpo (comup.) 7x3,5x5,5
60 '™M XK 16 21406-15/16 AKK benpennas AKK HI
61 1B M 14 19486-90/16 Kucra IIsTouHas AKK HA
62 3M M 10 F126/17 Onyxonb JlyueBas AKK HI
63 BB XK 8 G189/17 I'KO [To3Bonok Th2 AKK 4,8x4,3x3
64 CB K 7 9-1 6-11a/17 Onyxonb BonbireGepiioBast AKK HI
AKK
65 MA XK 8 6748-57/17 Onyxonb Krrouniia (comu.) HJ
damnanra 2 nansla AKK
66 1 M 12 11940-49/17 | Duxonapoma KUCTHU (commp.) 0,6
67 A K 13 13775-94/17 OnyxoJb [TonB3gonrHast AKK 3x2,6x2,7
68 bA M 4 14252-67/17 AKK beapennas AKK HJI
69 KA M 13 G987/17 T'KO Mano0OepioBast AKK 8,5x3,5
70 EM XK 5 15390-11/17 AKK Bbonbiedepriosas AKK 8x3x2,4
5 15895-14/17 AKK BonbirebepiioBast AKK HI
71 XA M 6 16390-96/17 AKK ITnrocHeBast KOCTh AKK 2,9x2,1
72 OE M 13 11483-97/17 AKK [TneueBas AKK 7x3x3
Bropas npaBas AKK
73 J§C) K 9 P746/17 OcreocapkoMa | TUIIOCHEBAast KOCTh | (conuj.) 5x1,5
IIpaBas
ManobepuoBas
74 BB 14 20123-25/17 Kucra KOCTh AKK HJ
JleBas GenpeHHas
75 CH 5 20607-13/17 AKK KOCTh AKK 8x3x4
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OMyXoJu B mpwiexamux Msarkux Tkansx (Puc. 28). bsuia xopomo BujHa
CENTUPOBAHHOCTh OOpPa30BaHUSI.

I[Ipu MPT-uccnenoBanuu (B JOCTYIHBIX  ClIy4asiX)  BBISIBJISUIMCH
MHOXecTBeHHbIe ypoBHM )kuakocTu (fluid-fluid levels) B pexxume T2 BcneactBue
paszesieHs KOMIIOHEHTOB KPOBU M MX pa3lIMuyHOM cymMmapHO# 1uiotHoctu (Puc.
29).

[Ipu rucrosoruueckoM HccleIoBaHUM B 69 HaOmoaeHusX Obljia BBISIBJICHA
tunudHas mopdosorudeckass kaptuHa, xapakrtepHas migs AKK (knmaccuueckuit
KUCTO3HBIM BapuaHT). Y 6 MalMeHTOB JIUArHOCTUPOBaH coluaHbd BapuaHT AKK
(8%) (Tabn. 8). Onyxonp MNpakTUYECKH BO BCEX Ciydasx Obla XOpOIIO
OTpaHUYEHA, COCTOSIa U3 MHOTOUYHUCICHHBIX KHCTO3HBIX MOJOCTEH, 3alOJIHEHHBIX
kpoBbio (Puc. 30). CentTbl ObUIH MPEACTABICHBI 3PEION COCAMHUTEIHHON TKAHBIO,
COCTOSIIIEH U3 BRITSHYTHIX (PruOpo6iaacTonoo0HbIX kKi1eToK. KileTouHas mioTHOCTh
BapbUpPOBAJIa B PA3IUYHBIX MOJAX 3PEHUS B KaXIOM KOHKPETHOM Cllyyae.
Murtotuueckass aKTUBHOCTh ObUla OT MHHUMAJbHOM JIO  YMEpPEHHOM,
narojoruyeckue GUrypsl MUTO3a U IOCTOBEPHBIE MTPU3HAKU KJIETOUHOW aTUIUU HE
onpenensiucb. OJHUM U3 MOCTOSHHBIX MPU3HAKOB OBUIO OOHApyKEHHWE OYaroB
«PEAKTUBHOTO» OCTEOreHe3a B BHUJIE HE3pENbIX TpaOEKys, COCTOSIIUX U3
rpyOOBOJIOKHUCTOM KOCTHOM TKaHW HeEMpaBWwIbHOM Qopmbl uiau  (HOKYyCcoOB
ocTeoua, 00BIYHO B OKPY>KEHUU npoJuepUpyroIIX KJIETOK
octeobnacTuueckoro psiaa. B omgnoit Tperu caydaeB (25, 33,33%) Obuiu
OOHApy»X EHbl CTPYKTYpPhl HEPAaBHOMEPHOW MHHEpaIM3allUh, TaK Ha3bIBa€MbIE
«blue bone structuresy. Bo Bcex HaOMIOJEHUSIX BBISBISUINCH JEMO3UTHI
reMOCUJIEpUHA U HEOOJbIINE CKOIUICHUS reMocuyiepodaroB, a TakKe O4aroBble
KPOBOU3IUSHUSI.

OnHMM W3 TOCTOSIHHBIX ructojiorndeckux mnpusHakoB AKK saBnsercs
BBISIBJICHUE TUTAHTCKUX MHOTOSIZIEPHBIX OCTEOKJIACTONMOOOHBIX KJIETOK, KOTOpPbhIE
pacrpenensiinch HepaBHOMEPHO, MECTaMU HaOII0AaIoCh O0pa30BaHUE HEYETKO
orpanuueHHbIX KiactepoB (Puc. 31). B 6 HaOmrogeHUsIX COJMIHOTO BapUaHTa

AKK npu ananuze rucTonOruueCcKuX U3MEHEHUH Mpeo0I1aiaiy 30Hbl COTUAHOTO
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Puc. 29. MPT nauuenta ¢ AKK (ki1accuyeckuil KUCTO3HBIM BapuaHT), pexum T2.
Xopolio OorpaHM4YeHHOE OOpa3oBaHHWE TMPABOM CENANUIIHOM KOCTH. BuIHBI

MHOXeCTBeHHbIe YpoBHHU xkuakocTu (fluid levels).
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Puc. 30. AKK (kmaccuueckuil BapuaHT). BuUAHBI MHOKECTBEHHBIE IOJOCTH,
OTpaHUYEHHBIC CEITaMH, KOTOpBIE COCTOSIT u3 BBITSIHY ThIX

¢bubpobiacTonogqo0HbIX KIIEeTOK. ['D Xx7.

Puc. 31. AKK (knmaccuueckuid BapuaHT). YUYacCTKH COJIMJHOTO CTPOEHUSA B
npegenax cent. OnpenensioTCs MHOKECTBEHHBIE THIAHTCKUE MHOTOSIIEPHbIC

kietku. 1D, x70.
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Puc. 32. Comunusiii Bapuant AKK. B Tkanu omyxonm mpeobiamaer CONUTHBINA

KOMIOHEHT. B  mepudepuuecknx oraenax BUAHBI 30HBL  PEAKTHBHOTO

Puc. 33. Conuansiit Bapuant AKK (ToT ke manuent). OnyxoJib COCTOUT U3 JABYX
KJIIETOYHBIX KOMIIOHEHTOB: OBQJIbHBIX M BBITSHYTHIX KJIETOK ONYXOJIU U

MHO>KECTBEHHBIX TUTAHTCKUX MHOTOSIIEPHBIX KiIeTOK. ['9x250.
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ctpoerust (Puc. 32, 33). B Takux ciyuasax oTMmeuaioch Oonee auddysHoe
pacrpeielieHue MHOTOSIICPHBIX KIIETOK.

JloxanbHbii peruauB Obul BoisiBIeH y 10 manuentoB ¢ AKK (13,33%), npu
ATOM MOBTOPHO ObLT BHIMIOJHEH KIOPETAK.

Bbu10 nMpoBeieHO UMMYHOTUCTOXUMHUYECKOE UCCIEOBAHUE C aHTUTEIAMU K
G34W u K36M B 46 cinyuasx AKK (Ta6m. 9). [lo3uTuBHON peakiuu ¢ aHTUTEIIOM
Kk G34W mnHe 3apeructpupoBaHo HuU B oaHoM HaOmonenuun (Puc. 34, 35).
Okcnpeccun K36M Ttakke He ObUIO BBISBJIECHO, 32 MCKIOYEHUEM OJHOTO CiIydas
(paccMOTpEH HUXKE).

B uyetsipex cinyuasx AKK O6puto BemonHeHo FISH wuccinenoBanue Ha
npeamer nepectpoiiku rena USP6. V Bcex ueThIpex maiueHToB Oblia OOHapyXKeHa
nepecTpoiika gaHHoro rexna. Ilpu sToMm, mepecTtpoiika 0OHApYyKHBajIach TOJBKO B
BBITAHYTHIX (HUOP0OIACTONOAOOHBIX HEOTIACTUYECKUX KIIETKaxX. Sipa ruraHTCKuX
MHOTOSIZIEPHBIX KJIETOK HE COJAEpXKaJIM JAaHHOW MEepecTpOiKM HU B OJHOM U3
cinyuaes (Puc. 36, 37).

VY 10 nanuentoB ¢ AKK Obl10o mpoBeneHO cekBeHupoBaHue mo CeHrepy
(Tabn. 10). B 4 cnoydasx marepuan okaszaicsi HeMH(POpMATUBHBIM. B ocTanbHBIX
Obu1 BbIsiBIIEH nukui tun (wild type) B pasnuunbix komgoHax reHoB H3F3A wu
H3F3B.

[IpencraBnsercss HWHTEPECHBIM, YTO HAa OCHOBAaHUM  PE3YJIHTATOB
MPOBEJIEHHBIX UccaeaoBanuid, Ba ciaydass AKK Obutn nepexinaccuuuupoBaHbl B
Xb ¢ Bropuunoit AKK (oauH ciydail) U TEJIaHTHIKTATUYECKYI0 OCTEOCAPKOMY
(mapyroii ciyyait). PaccMoTpuM Kax sl ciiydait 6oJiee moapoOHo.

[Tarmment IIB 14 ner 3a rox [0 TOCHUTAIM3ALMA OTMeEYasl >KaJoObl Ha
HapacTaroue OOJIe3HEHHbIE OLIYIIEHUs B IPAaBOM CTOIE, YCHJIMBAIOLIUECS NpU
xonpbe U (Qusnueckoil Harpyske. B KIMHMKE 1O MECTy JXHUTEIbCTBA MpHU
PEHTIEHOJIOTUYECKOM  HCCIIeIOBaHMU Oblla OOHAapyXeHa OIMyXoJib IPaBOM
MATOYHOM KOCTH, ObLTa MpOBeJeHa MyHKIMS oOpa3oBaHus, MojaydyeHa KpoBb. [Ipu
KOMIUIEKCHOM OOCIIeTOBAaHUM ObLUIO CIEJIAHO 3aKIIOYEHUE «KOCTHAs KHCTa MpaBou

IISITOYHOM KOCTHY» M OblLIa PCKOMCHA0OBAaHA IroClinTaan3anus.
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TaOmuma 9.
[Tarmentsl ¢ AKK. UIMMyHOTHCTOXMMHUYECKOE UCCIIEIOBAHHUE.

Ne [Manuext ITon Bospact Ne Guoncun G34W K36M
1 BH M 11 22085-89/13 - -
2 TA M 7 21153-75/13 MO MO
3 KA M 17 20360-400/13 - -
4 JIA K 7 19164-67/13 - -
5 Jitil K 5 16264-94/13 - -
6 BH K 14 3789-801/13 - -
7 103 XK 11 2359-99/13 MO MO
8 cu M 11 22578-88/12 - -
9 PIO K 12 20749-73/12 - -
10 A K 16 18624-36/12 - -
11 AT M 15 15799-814/12 MO MO
12 UMl M 7 14639-88/12 - -
13 1110 K 8 10943-76/12 - -
14 KM M 12 10454-87/12 MO MO
15 EU M 5 1608-18/11 - -
16 T'H M 6 8032-42/11 MO MO
17 AB K 6 1889-99/10 MO MO
18 I'B K 13 28282-95/10 MO MO
19 PC M 2 5892-07//10 MO MO
20 AA K 11 15184-00/09 MO MO
21 Py K 6 818-29/09 MO MO
22 HU K 12 3223-38/14 - -
23 UK M 5 3599-3618/14 MO MO
24 M/ M 10 6454-58/14 - -
25 LIA K 16 7416-40/14 - -
26 DA M 11 6835-44/14 - -
27 KIO M 13 9102-17/14 - -
28 BA M 14 F567/14 MO MO
29 MA K 7 11995-015/14 - -
30 Jile) M 4 16129-36/14 - -
31 11O K 16 21881-94/14 - -
32 HB K 13 F1131/14 - -
33 KA M 13 19922-29/14 - -
34 KA K 13 F1227/14 - -
35 A M 6 F1234/14 MO MO
36 PE M 9 F1042/14 MO MO
37 1B M 12 3318-23/15 MO MO
38 KA M 16 19617-22/13 - -
39 KT K 5 33191-213/11 MO MO
40 BA K 14 15363-81/09 MO MO
41 MM M 13 10200-17/09 MO MO
42 BO K 15 5603-09//15 MO MO
43 KK K 17 6314-53/15 - -
44 KE K 15 71048/15 - -
45 M/ M 7 9913-18/15 - -
46 MA K 12 11432-22/15 - -
47 KE K 17 G1066/15 MO MO
48 XA K 8 Z1127/15 - -
49 HA K 9 13961-65/15 - -
50 K/ M 12 20518-29/15 - -
51 XB K 15 G50/16 MO MO
52 ™ M 13 4296-05/16 - -
53 Jitji XK 13 7304-08/16 - -
54 CcJ M 12 G461/16 MO MO
55 CB K 11 12667-71/16 - -
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Tabmuna 9 (mpogoipkeHue).

56 KM M 6 13264-83/16 - -
57 MIII K 14 7140/16 - -
58 CE M 16 15433-34/16 MO MO
59 KN M 2 G926/16 MO MO
60 I'™M K 16 21406-15/16 - -
61 11B M 14 19486-90/16 - +
62 3M M 10 F126/17 - -
63 bB K 8 G189/17 - -
64 CB XK 7 9-s1 6-1a/17
65 MA K 8 6748-57/17 - -
66 I M 12 11940-49/17 - -
67 A K 13 13775-94/17 - -
68 BA M 4 14252-67/17 MO MO
69 KU1 M 13 G987/17 - -
70 bM K 5 15390-11/17
71 XA M 6 16390-96/17 - -
72 DE M 13 11483-97/17 MO MO
73 J§C) K 9 P746/17 - -
74 bB M 14 20123-25/17 - -
75 CH M 5 20607-13/17 MO MO
MO — marepuain oTcyTcTBYeT (mapaduHOBbIE OJIOKH)
Tabmmma 10.
Pesynbprar cexkBenupoBanus o Cenrep nauueHToB ¢ AKK.
Ne H3F3A | H3F3A | H3F3A | H3F3A | H3F3B | H3F3B
Manu Bo3p | Oumomc Mopd. Codon | Codon | Codon | Codon | Codon | Codon
No eHT oa acT U JMATHO3 27 28 35 37 35 37
6835-
1 DA M 11 44/14 AKK MH MH MH MH MH MH
6748- AKK
2 MA XK 8 57/17 (conun.) WT WT WT WT WT WT
21881-
3 11170 XK 16 94/14 AKK WT WT WT WT WT WT
13775-
4 T'A XK 13 94/17 AKK MH MH MH MH MH MH
4296-
5 ™ M 13 05/16 AKK WT WT WT WT
6414- AKK
6 | KK K 17 53/15 | (comuz.) WT WT WT WT
21406-
7 I'M XK 16 15/16 AKK MH MH MH MH MH MH
6314- AKK
8 | KK K 17 53/15 | (comuz.) WT WT WT WT
F1227/
9 KA XK 13 14 AKK MH MH MH MH MH MH
7416-
10 IIA XK 16 40/14 AKK WT WT WT WT

MH — marepuan HeunpopMaTUBEH

WT — nukuit Tun (wild type)
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Puc. 34. Ummynorucroxumuueckoe uccinenoBanne AKK ¢ G34W (H3F3A),

KJIETKH OIIyXOJIM HeraTuBHbI, X370.

Puc. 35. Ummynorucroxumuueckoe uccienopanue AKK ¢ K36M (H3F3B),

KJIETKH OIyX0Ju HeratuBHbI, X400.
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Puc. 36. FISH uccnenosanue ¢ 3ouaoM Zyto Light SPEC USP6 Dual Color
Break Apart Probe. B sapax kj1eTok HaxoAsSTCs CIUTHIE KPACHO-3€JICHBIC CUTHAIIBI
(OTCyTCTBUE MEPECTPOUKHU) U pa3lieNIbHbIE 3€JIEHbIE U KPacHbIE€ CUTHAJBI (HAJIUYKe

paspsbiBa B oonactu rena USP6 B paitone 17p13.2).

Puc. 37. FISH uccnenosanue ¢ 3ouaoM Zyto Light SPEC USP6 Dual Color
Break Apart Probe. B sapax ruranTCKUX MHOTOSJIEPHBIX KJIETOK MEpPECTpoika

reHa USP6 orcyrcTByer.
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Puc. 38. PeHrrenorpamma mnanveHTa ¢ NOPEANONaraéMbIM JTHATHO30M
«AKK». Onyxonp nsTO4HOM KOCTH (peuuIuB) mocie KroopeTtaxa. OOpa3oBaHue

JJUTHUYCCKOI'O XapaKTepa, CCIITUPOBAHHOC.

Puc. 39. I'mcromornueckas KapTMHA OIyXOJM TOIO JK€ MalueHTa. A.
OmnyxoJib COCTOUT W3 CENT, OrPAaHUYMBAIOIMX moJiocTh. CenTel coxepKar
BBITSIHYThIE ¢bubpobnactonogoOHbIE KJIETKH. I'ox130. b.
NmmyHorucroxumuyeckoe wuccienopanne ¢ K36M, mno3uTuBHAas peakuus

(smepHbIif T0oKyC), x130.
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Bo BpeMmsi rocnuTanuzanuu ObUT BBIMOJHEH KIOPETaX C 3aMelleHUueM
nedexra cuntetudeckum Marepuanom (Puc. 38). Ilpu rucronormyeckom
UCCIIEIOBAHUM KCCIIEIOBAHHBIN MaTepuan ObLI MpeAcTaBieH, IPEUMYIIECTBEHHO
KUCTO3HBIM KOMITIOHEHTOM (Puc. 39 A). Centbl, OrpaHM4YMBAIONINE MTOJIOCTH, OBLIN
3al0JIHEHBl KPOBBIO, HE COJEpIKaIu SHJIOTEIUATLHOIO0 KOMIIOHEHTA, COJAEpKalu
BBITAHYTHIE M BepeTeHOBUAHBIE (HUOpoOIIacCTONO00HbIE KIETKH. MuUTtoTHuecKkas
aKTHBHOCTL OblIa HM3KOH, HAaCUMTHIBAJIOCH HE Ooyiee 3 mmTo30B Ha 10 mojeit
3peHus mpu yBeaudeHun Mukpockorna x400, maronoruueckue GUrypsl MUTO3a HE
0OHapyKUBAJIKCH. Onpenensinuch Xa0TUYHO pacrpeensommecs
HEMHOTOYHCJICHHbIE TUTAHTCKUE MHOTOSJIEPHBIE KIETKHU, COJAEpKallue He Oolee
25 sanep, MecTaMHu OTMEYalIoCh OOpa30BaHHUE IMJIOXO OTPAHMYEHHBIX KIIACTEPOB.
[Ipy mnpoBeneHHUM WMMYHOTMCTOXMMHUYECKOTO HCCIEI0BaHMs Oblla BBISBICHA
MoJokuTenbHass peakuus ¢ aHtutenaomM Kk K36M (Puc. 39 b), uro amkToBasio
HEOOXOJIUMOCTh TEPECMOTpa BCETO KOMILJIEKCAa IMOJYYEHHBIX JaHHbIX. [lpu
MMOBTOPHOM TEPECMOTPE THUCTOJIOTMYECKOW KapTUHBI B CENTaX U COJUIHOM
KOMIOHEHTE ObUIM BBISBJICHBI 30HBI, COACPKAIINE KJIETKU OBAJILHOM U OKPYIJION
dbopMBI C sAapaMu ¢ TPOAOJIBHON O0po3aKoH, XapakTepHbIMH 1 Xb. Takum
oOpazom, paumarHo3 Obul u3MeHeH Ha Xb ¢ mnpeoOnagaHueM KHUCTO3HOTO
komnoHeHTa o tuny Bropuunoid AKK (Puc. 45).

[Tanuentka BM 4 ronma oOpaTwiach B KIMHUKY IO MECTY KUTEIbCTBA C
*ano0aMu Ha HapacTarolire OOJeBble ONIYIICHHS B 00JIACTH JIEBOM TOJEHU U
ctonbl. [Ipu pEHTTEHOIOTUYECKOM UCCIAEJOBAHUM OBLIO BBISIBIEHO XOPOIIO
OTPaHUYECHHOE KUCTO3HOE 00pa3oBaHUE AUCTAILHOro Metadusa u auadusa JeBoi
0oJb1Ie0epIIOBOM KOCTH, 0€3 pa3pylleHHs] KOPTUKAIBHOTO CIOS U OYEBUIAHBIX
JIOKaJIbHBIX MHCTPYMEHTANIbHBIX Tpu3HakoB arpeccuBHocTu (Puc. 40A). Ilocne
4ero ObUT BBIMOJHEH KIOPETaX C OJJIEMEHTaMH MeTauloKoHCTyKuuu. [lpu
rucrojgorundeckom uccienopanuu auarao3 AKK He mpencraBnsiin coMHEHUH, Tak
KaK C YY4eTOM JIOKaJU3allii U PEHTTCHOJOTHMUYECKUX XAPAKTEPUCTUK MOPAKEHUS,
Mopdoiornyeckass KapTuHa ObUla XapakTepHoW (mpeoOiiafan  KUCTO3HBIN

KOMITIOHCHT, CCIITBI COCTOAJIN U3 BBITAHYTBIX KIJIICTOK C MUHHUMAaIbHOM
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Puc. 40. PenTtreHorpaMmbl maueHTKH ¢ mpeanonaraeMbiM auariozom «AKK». B
JUCTAaTbHOM MeTaauaduie OINpeaeisieTcs XOpOUI0 OrPAHUYEHHBIN JIUTHUYECKUN
ouar 0e3 pa3pyIlleHus: KOPTUKAJIBHOTrO ciosi. PeHTrenorpamma B Bo3pacte 4,5 roaa
(A). B wmerammadwuze 1neBoi O00abIIeOEpIIOBON KOCTH ONPEAESIseTCsS ILI0XO
OTpaHUYECHHOE 00pa30BaHME C PACHPOCTPAHEHHEM B MpUJICKAIIUE MSITKUE TKaHHU.
CuHTETUYECKUI MaTepuall ocye OIEPATUBHOTO BMEIIATEbCTBA.

Pentrenorpamma B Bo3pacte 6,5 net (b, B).
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Puc. 41. Tl'ucronornyeckass KapTUHA MalMEHTA C MPEANOJIAraeMbIM JHarHO30M
«AKK». Omyxons neBoi OombieOepiioBoii koctu. l[IpeoOmamaer KHCTO3HBIN

KOMIIOHEHT, YaCTh KUCT 3aM0JIHEHBI KPOBbIO. [ D X5.

Puc. 42. ®parment Puc. 40. B conuaHOM KOMIIOHEHTE ONPEAEISAIOTCS BHITSHYThIE
¢ubpobmacTomogo0HbIe  KJIETKA  0€3  OYEBHUIHBIX  MPU3HAKOB  ATHUITWU.
MHOXeCTBEHHbIE THTAaHTCKAE MHOTOSIEpHBbIC KIETKHA. Y4YacTKu 00pa3oBaHUs

octeonna. I'D x150.



Puc. 43. T'ucronornyeckass KapTUHA MalMEHTa C MPEANOJIAraeMbIM JHarHO30M
«AKK» neBoii 601b111€06€pI10BOit KOCTH. MeTacTa3 B JETKOM COJIUTHO-KUCTO3HOTO

ctpoenust. ['D x5.

Puc. 44. ®parment Puc. 42. Onyxoidb COCTOMT M3 KPYHHBIX BBITSAHYTBIX W
HENpaBWILHOW (OpMbI KieTOK. OYaru MpoayKIUU MAaTOJIOTUYECKOTO OCTEOHA.

MHOXeCTBEHHbIE TUTAHTCKUE MHOTOsIepHbIe KileTkH. ['D x130.
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G34W + K36M

Bo3zpact
Jlokanu3zanusi
JIyuyeBasi quarHocTuka
Mopdonorus

Xb ¢ Bropuunoint AKK

ArpeccuBHOE KJIMHUYECKOE
TedyeHue (3 peuuarBa + METacTas)

TenanruskraTuueckas
OoCTCOCApPKOMa

Puc. 45. CxemaTnyeckuil pe3ynbTaT KOMIUIEKCHOrO aHaiu3a ciayyaeB AKK y
JeTeN.
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MUTOTHYECKON aKTUBHOCTHIO, BCTPEYAINCh XAaOTUYHO paclpeestoniuecs
TUTAaHTCKHE MHOTOsIIEpHbIE KJIETKH). Jlamee ObUIO BBISBICHO JIBa JIOKAJIbHBIX
peuunuBa obOpa3zoBanusi. llociienHee pPEHTrEHOJOTMYECKOE HccleqoBanne (B
BO3pacTe 6,5 1eT) BBISIBUJIO 3HAUYUTEIIBHOE pPACHPOCTPAHEHHE OMYyXOIH B
npuiexaniue msrkue Tkanu (Puc. 40 b, B), a npu KT nerkux Obiio 0OHApYKEeHO
nBa coquaHbix oyara pasmepoM a0 0,5 m 0,7 cm guamerpom. HMHTepecHO
OTMETHUTh, YTO MPHU KaXJAOM MOCIETYIONIEM PELUUIUBE, TUCTOJOTHUECKAs KapTHUHA
CTaHOBWJIaCh BCe 00Jiee «arpecCUBHOI» (HapacTaHUE€ MUTOTHYECKONM aKTUBHOCTH,
MOSIBIICHUE KPYMHBIX KJIETOK C MNPUYYAJIUBON Mopdosorueil, yBeludeHue
KOJIMYECTBAa TUTAaHTCKUX MHOTrosiiepHbIx kieTok) (Puc. 41, 42), ogHako He ObLIO
JIOCTOBEPHBIX KPUTEPUEB JUIsI TOCTAHOBKM JIMArHO3a «TEIaHTMIKTATHYECKas
ocTeocapkomMay (OTCYTCTBUE aTUMHUU KJIETOK OMYyXOJH, HaJMYUE MATOJOTMYECKUX
¢hopM MHUTO30B). bbI1a BeITIOTHEHA AKCITM3UOHHAS OUOTICHs 00pa30BaHUM JIETKOTO.
[Ipy rUCTOIOTMYECKOM HCCIIEIOBAHUU CPEIU JIETOYHOM TKAHW OBUIM BBHISBICHBI
JIBa oOdYara KHUCTO3HO-COJIMJIHOTO CTPOEHHUS, C TMpeobsialaHueM COJUTHOTO
komnoHeHTa (Puc. 43, 44). Onyxosb cOCTOsJIa U3 KPYMHBIX HEOIIACTUYECKHUX
KJIIETOK BBITSHYTOW U HENpPaBUILHOM (OPMBI, KIETKU COJEpKalu KpYIHbIE
TUIIEPXPOMHBIE SI/Ipa, C SAECPHO-IIUTOIUIA3MATUUYECKUM COOTHOIIEHUEM B TOJB3Y
sapa. MwuToTuyeckas aKTUBHOCTH OblJa BBICOKOM, HacYWThIBaioCch Oosee 10
MHTO30B Ha 10 monel 3peHus npu yBeamueHnu Mukpockomna x400, B ToM 4ucie
BBIBJUIMCH aTunuueckue ¢urypsl muto3a. OOHapyXKMBalUCh MHOKECTBEHHBIC
TUTAaHTCKHE OCTEOKJIACTOMOJOOHBIE KIETKH, a TakKe YYacTKH MPOAYKIUU
MaTOJIOTUYECKOTO OCTEOUA.

[Ipu wuccnegoBanuu wmetonoM FISH B mnocnenneit Ouornicuu Omyxosu
00JbIIe0epIIOBOM KOCTH B €IMHUYHBIX KJIETKaxX ObLIa BbISABJIEHA TPAHCIOKAIUS
reHa USP6 (menee yem B 0,1% xnetok omyxonu). Tak Kak JaHHOE 3HAYEHHE
HAXOJUTCSI HAMHOTO HMXE TmoporoBoro, pesyiabtaT FISH He cuurancs
JOCTOBEPHBIM.

Ha ocHOBaHuM BBIIIEU3IOKEHHOTO, TMEPBOHAYAIBHO BBICTABICHHBIN

muarHo3  AKK  Opu1 mepeknaccuuuupoBaH B TEIAHTMIKTATHUYECKYIO
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OCTEOCApKOMY JIEBOW OOJbIICOEPIIOBON KOCTU C METACTAaTUYECKUM MOPAKEHUEM

nerkux (Puc. 45).

3.4 Xouapooaacroma (Xb).

Ms1 Habmoganu 26 cnydaeB Xb y geTeil U moapoCTKOB, YTO COCTaBHIIO
2,61% B CTpyKType BCEX OMyXOJiel KOCTEM y JEeTel W MOAPOCTKOB. B Kaxkaom
cllyyae aHAJIM3UPOBAJIUCh JlaHHbIE aHamHe3a (MOJ, BO3pacT, JOKalu3alusi,
*anoObl, MPOBEJIECHHOE JieueHue), naHHble peHtrenonorunueckoro (KT/MPT)
uccnenoBanus (IpU HAJIWYMU) U THUCTOJIOTMYECKU Martepual. Bcem manueHTam
OBLIIO IPOBEACHO XUPYPTUUECKOE JICUCHUE (KIOPETAXK).

Bospact nanuenToB BappupoBai oT 9 10 17 per, ¢ TMKOM MHIUAEHTHOCTH B
nepuon ot 12 no 18 ner (80,77%). B Bo3pacTHol rpynne oT 7 no 12 met Obuio
muarHoctupoBano S5 cinydaeB Xb (19,23%). B Oonee miaamux BO3pacTHBIX
rpynmnax JaHHas  ONyXoJib HE BcTpedasnach. KonnuecTBO  Malb4yMKOB
HE3HAUYUTEIBHO MPpeodIaaano Hal KOJIMdecTBOM aeBodek 16/10.

Cpenu knuHuYeckux npospiaeHud Xb marueHTsl NpeabsaBIsId Kalo0bl Ha
CIIOHTAaHHbIE W MaJbIaTOPHbIE OOJEBbIE ONIYIICHUS, YyBEIWYEHUE O0beMa,
OTMEYAJIOCh TAK)K€ OTPaHUYCHHE aMIUTUTYIbl ABMXKEHHM B CycTaBe, OJU3KOM K
ouary nopaxenus. Manudecranus 3a001€BaHus ¢ NATOJOTHYECKOrO TIepeoMa He
BBISIBJICHA HU Y OJTHOTO U3 MAIlUEHTOB.

B OonbmmHcTBe ciiyuyaeB Xb nokanuzoBanack B anudu3ax JUTMHHBIX
TpyOUaThIX KOCTEH: MpOKCUMaibHOM »3nudu3e mieueBol koctu — 10 ciyuyaes
(38,46%), MpoKCHMaNbHOM U JUCTATBHOM dMHU3ax OO0JBIIECOSPIIOBOM KOCTH — 7
cinydaeB (26,92%), TpOKCUMAIbHOM U AUCTaIbHOM 3nH(u3ax 0eIpeHHON KOCTH —
5 nabmonenunit (19,23%) u B npokcumanbHOM 3nHUpU3e Maao0epLOBO KOCTH Y
onnoro nanueHTa (3,85%). Jlumb y ogHON JE€BOYKHM B MATOJOTMYECKHM MPOIEcC
OBbLT BOBJICUEH CYCTaBHOM OTPOCTOK JIEBOM JomaTku. PacripenesneHue ciydaeB ¢

Xb nokazaHo Ha puc. 46.
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Puc. 46. Pacnpenenenue ciyyaeB Xb y fgereii B 3aBUCMMOCTH OT JIOKAJIM3ALMU.
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Knunnuecknii  nmarHo3 Xb  mpu  HampaBieHWMM  Marepuana  Ha
TUCTOJIOTUYECKOE UccieAoBaHue GurypupoBai Toibko B 13 cimyuasx (50%). B 6
cinyuasx (23,07%) conepkaTenbHas 4YaCcTh HAMpPABJICHUS OIPAHUYUBATIACH CIIOBOM
«OIyXO0Jb» 0€3 Kakoro-nuodo naiapHeimero yrounenusd. I'KO Oputa 3anono3peHa B
2 nabmoaenusx (7,69%), ocreocapkoma B 2 ciyuasax (7,69%), saxonnpoma B 1
cllydae U TyOepKyJIe3HbIA OCTEOMUENUT y oJiHOM nanueHTku (Tadmn. 11).

Pe3ynbTaThl MHCTPYMEHTAIBHOW IUArHOCTUKU OBUIM JIOCTYIHBI K OILICHKE
tonbko B 14 ciyuasx (53,84%), B OCTaJbHBIX CiIy4yasX OpPUEHTHPOBAIUCH HA
npejocTaBieHHoe onucanue penrrenonorundeckoit (KT/MPT) kapTuHsl.

[Ipu pEeHTreHOJOTUYECKOM UCCIAEJOBAHUM OIyXO0Jib OOHApYyXHBaJIach B
snudu3ax IIUHHBIX TpyOuaThIX KOCTEM (3a MCKIIOUYEHHEM OJHOTO cliydas ¢
MopakeHUEM JIOMaTKu), Obuia xopoiro orpanudeHa (Puc. 48, 49). Ormeuanuch
pa3IMYHOM  CTEMEHM  BBIPAXXEHHOCTH  CKJIEPOTUYECKHE  M3MEHEHUs B
nepudepudeckux  otAenax. B aByx  HaOMIOJEHMSIX ~oyar — IMOpaKeHUs
pacmpoCTpaHsCs 3a MpeIesibl OJTHOTO aHATOMHYECKOro kommapTMmenTa (7,69%), B
OCTAJIbHBIX CIydYasX IMOpaXeHue ObUIO OTrPpaHUYEeHO OJHUM aHATOMUYECKUM
KOMMIapTMEHTOM. B dacTtu ciydaeB MOXXHO ObLJIO OOHApY>KUTh HEPABHOMEPHO
pacrpeensomuiicss KalbIIUHUPOBAHHBIA MaTPHUKC.

[Ipu KT n MPT nccinenoBanuu OnyxoJib BCETIa MMeJIa YETKHE rpaHuLbl. B
onHOM u3 HaOmoaeHuit (Xb mpokcuManbHOro snudusa 60Jb11e0epoBON KOCTH Y
nanueHTa 15 ynet) omyxonb OblIa BbIsiBIIeHa ToJibko npu KT-uccinegoBanuu u He
oOHapyXuBaJlach NpPU peHTreHorpaduu B JABYX MPOEKIUAX (B CUIYy MajbIX
pa3MepoB maTosorudeckoro ouara — 1x1,5 cm) (Puc. 47).

Nudopmariust o pazmepax onyxoiu Obuta gqoctynHa B 17 ciyyasx (65,38%),
B OCTallbHBIX HAOMIOJEHUSIX Takas wuHGOpMAaIUi OTCyTCTBOBaia. Pasmepsl
OIMYXOJIM BapbUpOBaiu OoT 1 10 6 cM B HAaUOOJIbIIIEM U3MEPEHUHU.

[Ipy TrUCTONOTMYECKOM UCCIEAOBAaHUU BO BCEX HAOIOJEHUSIX Oblia
BBISIBJICHA TUMHYHAs Mopdororuueckas kaptuHa, xapaktepHas nias Xb (Puc. 50,
51). Bo Bcex ciyuasx mnpeoOiiajiall COJMIHBIA KOMIIOHEHT C BapuadeabHOU

KJIETOYHOCTBI0. OnyX0Jb ObllIa MOCTPOEHA U3 KPYMHBIX OKPYTJIBIX U OBATbHBIX
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Tabmuua 11.
[TarueHTsI ¢ XOHAPOOIACTOMOM.
Mopd.
IManuen Ilo Bospac JAHATHO Pa3mep
Ne T a T Ne Guoncumn Ka. nuarnos Jlokanuzanus 3 (cm)
JleBas
2685- 6omnbmIedepLoBast
1 KJ M 16 2710/12 Xb KOCTb Xb Ix1
13494- JleBas Genpennast
2 BH M 15 533/13 Xb KOCTh Xb 2x2x2,5
JleBas nneuesas
3 A M 9 13286-23/13 Xb KOCTb Xb 4x3x2,5
4 0o X 14 F198/14 Omnyxonb JleBast monmaTka Xb HA
Bonbmebepiiosas
5 IA X 11 F841/14 Xb KOCTb Xb HA
BonbmebepiioBas
6 TA M 15 1378-93/15 Xb KOCTb Xb 1x1,5
[IpaBas
7 JK M 13 8703-28/15 Xb OenpeHHast KOCTh Xb 1,2x0,9x1
IIpaBas mieuyeBas
8 TA X 11 G1024/15 Xb KOCTb Xb 1x3x4
IIpaBas mieuyeBas
9 BP M 16 17761-75/15 Xb KOCTb Xb 3x2x2,5
Bonbmebepiiosas
10 CclI M 14 18132-35/15 Xb KOCTb Xb 6x5x3,5
Bonbmebepiiosas
11 OC M 17 G356/16 Ocreocapkoma KOCTh Xb 3,5
[IpaBas
Mano0epioBas
12 X0 X 13 G306/16 Omnyxonb KOCTb Xb HI
13 JIA X 13 11024-57/16 Omnyxonb benpennas KocTb Xb 4,5x4x3,5
IIpaBas mieuyeBas
14 A1 X 10 12807-36/16 Xb KOCTb Xb 1,5x1
JleBas nneuesas
15 Ccu M 17 12441-67/16 Xb KOCTb Xb 4x3x3
TyOGepkynesnnl | JleBas GenpeHHast
16 PB XK 10 M239/16 W OCTUT KOCTh Xb 2,2x1,6
BonbmebepiioBas
17 HA M 16 F421/15 Xb KOCTb Xb HA
[IpaBas
18 CE X 15 G577/16 Omnyxonp GenpeHHast KOCTh Xb HA
IIpaBas mieuyeBas
19 KH M 13 G428/17 Xb KOCTb Xb HA
IIpaBas mieuyeBas
20 1B X 16 2715-34/14 I'KO KOCTb Xb 3x2,5x3
JleBas
II0J{B3/IOIITHAS
21 OK M 16 12102-21/17 Kucra KOCTh Xb HJ
IIpaBas mieuyeBas
22 BJ] M 17 14647-70/17 DHXOHJIpOMa KOCTh Xb 3x1x1
IIpaBas mieuyeBas
23 K M 14 P566/17 Omnyxonp KOCTb Xb HA
IIpaBas mieuyeBas
24 HE X 16 16693-12/17 I'KO KOCTb Xb 5
JleBbIit 1,6x2,6x2,
25 BK M 16 G1095/17 Omnyxonb Ha/IKOJICHHUK Xb |
BonbmebepiioBas
26 KB M 14 22830-45/17 | Ocreocapkoma KOCTb Xb HI

H/I — HeT maHHBIX
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Puc. 47. Xb npokcumanbHOro snmgusa npapoi 00ab1e06epuoBoil KOCTH (OMH
nauyeHT). A PEHTreHOBCKMII CHMMOK B MPSIMOM NMPOEKUMN: M3-32 HEOOJIBIINX
pa3MepoB MATOJOTMYECKOro oyara omyxojib He BupHa. b. KT-uccneposanue:
XOpOLIO  OrpaHUYEHHbIA  JIMTUYECKUN  OYar,  OKPYXKEHHbII  30HOU
nepugOKalbHbIX CKIEPOTUYECKUX W3MEHEHUd KOCTHOW TKanu. B. KT-

HCCJICIOBAHME: TOT 2K€ oO4Yar, HE pacinpoCTpaHdgACTCsa 3a HOPMAJIbHBLIC
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Puc. 48. PentreHoBcknil cHUMOK nauueHTKn ¢ Xb (mpsimas mpoexkuus). B
NPOKCUMAJILHOM  onuduse U MeTau3e  ONPEfesieTCsl  XOPOLIO
OTPAaHUYECHHBIN JIMTUYECKUI OYar (OMyXOJib PACIPOCTPAHSETCS 3a NPEAEIbI

OJJHOTO KOMITAPTMEHTA).

Puc. 49. Ilaumentr c¢ XDb ronoBkm mnpaBoil OefpeHHO KOCTH. A

PentreHorpamma (mpsiMass mpoekuusi). B rosioBke O€fpeHHOW KOCTH
OMNPEJEISIETCS XOPOLIO OrPAaHUYEHHbIA JIMTUYECKUMHA OdYar C YMEPEHHO
BBIPA>KEHHBIMU NMEPU(POKANBHBIMU CKIIEPOTUYECKMMU M3MeHeHusiMu. b KT-
rccrenoBaHue. BrueH Xopolio orpaHnyYeHHbIN JIMTUYECKHUI MAaTOJIOTMYECKUI

oyar B rOJIOBKE O€IPEHHON KOCTH.
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Puc. 50. Xb. A Omyxoab COCTOUT M3 30H C Pa3IMYHOM KIETOYHOCTBIO. I'D, X7. b.
Oyarn peakTHBHOTO OCTeoreHe3a B TKaHU Xb, damie HaOmogaromuecs Mocie
narojoruyeckoro nepenoma. ['D, x7. B. MHOkecTBEeHHbIE KHCTO3HBIE MOJIOCTH B

Xb (u3menenus no tuny Bropuunoid AKK). I'D, x100.



Puc. 51. Xb. A Ougaru nepuuemttoiasipHoro oosi3BecTBieHUs: (chicken wire
calcifications). I'D, x200. b. Kierku omyxoiau OKpyriiod M OBaJIbHOM (OpPMBI, B
yacTW sAaep BUAHA TmpojaoibHas Oopo3aka (coffee bean). I'D, x300. B.
MHoOKeCTBEHHBIE OITyXOJIEBBIE SMOOJBI B cOCydax B MepUpEpUUECKUX OTHAeIax

omyxonu. I'9, x250.
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HEOIUJTACTUYECKUX KJETOK, cO ciabo »o3uHOPmiIbHOM muTorIazMon. Anpa
OKpYTJIbIE U OBaJIbHOU (POPMBI, B YACTU SIJAEP BO BCEX Cliydasix OOHApYKHBajIach
npoaoabHas O0oposaka (coffee bean). MutoTudyeckas aKTMBHOCTH Oblila HHU3KOM,
MakCUMyM 10 5-6 MuTO30B Ha 10 momel 3peHus NpU yBEIWYEHWH MHUKPOCKOIIA
x400, DATONOTMYECKHME MHUTO3bl HE BBIABISUIACH. Bcerga mnpuCyTCTBOBAIU
TUTAaHTCKUE MHOTOSIEPHbIE KJIETKU C HEPABHOMEPHBIM paclpejieiieHueM, Mpu
3TOM KOJIMYECTBO SJIEP B MHOTOSIICPHBIX KIIETKAaX He mpeBbimano 25-30. Bo Bcex
HaOII0JICHUSIX BBISIBISIUCH 30HBI TOMOT€HHOTO 03UHO(DMIBHOTO MEXKIETOYHOTO
MaTpuKca (XOHAPOUIHBIN MATPUKC), & TAKKE 30HBI PEAKTUBHOTO OcTeoreHesa. B 8
ciydasx (30,76%) mnpucyrcTBOBamM  XapakTepHble s Xb  cTpykTypbl
nepuueonapaoro  obei3BectBiaeHust  (chicken  wire). Menkue  ouaru
HEKPOTUYECKUX W3MEHEHUW TKAHU OIyXOJIM BBISIBJIEHBI Y JBYX MAaI[U€HTOB
(7,69%).

B onnom HaGmionenuu, y AeBOYKH 16 JeT ¢ mopaxkeHueM snuduza u
MeTadusa TIeYeBOM KOCTH ommOouHo Obuta guarHoctupoBaHa ['KO, Tak kak
OMyXO0JIb paspyliajia POCTKOBYIO IUIACTUHKY, PEHTTEHOJOTHYECKH Mpeodianan
JUTUYECKUN KOMIIOHEHT, a Npu MOP(OJOTrHYECKOM HCCIEAOBAaHUU ObUIH
BBISIBJICHBI MHOT'OYWCIICEHHbIE TMTAHTCKUE MHOTOSJIEPHBIE OCTEOKIACTONOA00HbIE
kietku (Puc. 52). Tlpu »ToMm, KIETKM ONyXOJd ObLIM TPUHITHL 32
MOHOHYKJIeapHble kKineTku npu ['KO. ¥V naHHON manueHTKH perucTpupoBaIOCh ABA
JOKalIbHBIX penurBa 3aboneBanusi. [Ipy MOBTOPHOM COBMECTHOM KOMILIEKCHOM
nepecMorpe auarHoctupoBaHa Xb. B gpyrom cinywae Xb npokcuManbHOrO
snuduza OodbIICOEPIIOBOM KOCTHU Yy Malbuuka 15 1ieT ObUIM  BBISIBICHBI
OMyXoJieBble IMOO0JIbI B nepudepudeckux otaenax omnyxonu (Puc. 51B). [Ipu sTom,
0e3 MeTacTaTUYECKOro MOPaXEHUsl JIETKUX Jlaxe 4epe3 3 roja mociie MoCTaHOBKHU
JMarHo3sa.

JloxanbHbI{ penuauB ObUT BhIsIBIEH y 4 nanueHToB (15,38%), npu 3TOM BO
BCEX CIy4asiX MOBTOPHO ObLI BBIMOJIHEH MOBTOPHBIN KIOPETaXK.

B 21 cayyae Obulo MpOBEIEHO MMMYHOTMCTOXMMUYECKOE HCCIIEOBAHUE C

antutenamMu Kk G34W u K36M (Tabn. 12, Puc. 53 b).
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Tabmuma 12.
[TanuenTsl ¢ Xb. UMMYyHOTUCTOXHUMUYECKOE UCCIIEAOBAHUE.

Ne IHanuent Hoa Bospact Ne ouoncum G34W K36M
1 K] M 16 2685-2710/12 MO MO
2 BH M 15 13494-533/13 - +
3 T1JT M 9 13286-23/13 - -
4 11O X 14 F198/14 MO MO
5 1IA X 11 F841/14 MO MO
6 TA M 15 1378-93/15 - +
7 JIK M 13 8703-28/15 - +
8 TA X 11 G1024/15 - +
9 BP M 16 17761-75/15 - +
10 CII M 14 18132-35/15 - +
11 oC M 17 G356/16 - +
12 X0 X 13 G306/16 - +
13 JIA X 13 11024-57/16 - +
14 JJT X 10 12807-36/16 - +
15 CU M 17 12441-67/16 - +
16 PB X 10 M239/16 - +
17 HA M 16 F421/15 - +
18 CE K 15 G577/16 - +
19 KH M 13 G428/17 - +
20 111B X 16 2715-34/14 - +
21 DK M 16 12102-21/17 - +
22 B/ M 17 14647-70/17 - +
23 KK M 14 P566/17 MO MO
24 HE X 16 16693-12/17 MO MO
25 BK M 16 G1095/17 - +
26 KB M 14 22830-45/17 - +

MO — marepuain oTcyTcTBYeT (mapaduHOBBIE OJIOKHU)
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Puc. 52. Xb, oyarn KOHUEHTPAaUUM TMIAHTCKUX MHOTOSJIEPHBIX KJIETOK,

nvutrpyroue crpoenne ['KO. I'9x200.
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Puc. 53. UmmyHorucroxumuueckoe uccienopanre Xb. A Peakuust ¢ H3F3A,
KJIETKM onyxoau HeraTusHbl, X240. b. Peakupsa ¢ H3F3B. Knetku onyxonun
NMO3WTHUBHBI  (SIEPHBIA  JIOKYC), TUTAHTCKAE MHOTOSIIEPHbIE  KJIETKHU

HeraTuBHbI, X170.
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Tab6mauna 13.

PesynbraT cexBennpoBanus no Cenrep nanueHToB ¢ Xb.

Ne | Iaum | Tloa Bo3s Ne Mop¢. | H3F3A | H3F3A | H3F3A | H3F3A | H3F3B | H3F3B
eHT pact | Ouoncum | auarHo3 | Codon | Codon | Codon | Codon | Codon | Codone
27 28 35 37 e35 37
2685- MO MO MO
1 KA M 16 2710/12 Xb MO MO MO
13494- WT WT WT
2 BH M 15 533/13 Xb WT WT WT
13286- WT WT WT
3 I M 9 23/13 Xb WT WT WT
4 1(0) XK 14 F198/14 Xb MO MO MO MO MO MO
5 1A XK 11 F841/14 Xb MO MO MO MO MO MO
1378- WT WT K37M
6 TA M 15 93/15 Xb WT WT WT
8703- MH MH MH
7 JK M 13 28/15 Xb MH MH MH
8 TA K 11 G1024/15 Xb WT WT WT WT WT K37™M
17761- WT WT WT WT WT WT
9 BP M 16 75/15 Xb
18132- MO MO MO MO MO MO
10 | ClI M 14 35/15 Xb
11 oC M 17 G356/16 Xb WT WT WT WT WT K37™M
12 | XO XK 13 G306/16 Xb WT WT WT WT WT WT
11024- WT WT WT WT WT K37M
13 | JA XK 13 57/16 Xb
12807- WT WT WT WT WT K37M
14 | a1 XK 10 36/16 Xb
12441- MO MO MO MO MO MO
15| CcHu M 17 67/16 Xb
16 PB XK 10 M239/16 Xb WT WT WT WT WT K37™M
17 | HA M 16 F421/15 Xb MH MH MH MH MH MH
18 | CE K 15 G577/16 Xb WT WT WT WT WT WT
19 | KH M 13 G428/17 Xb WT WT WT WT WT K37™M
2715- WT WT WT WT WT K37M
20 | 1IB XK 16 34/14 Xb
12102- MO MO MO MO MO MO
21 | ®K M 16 21/17 Xb
14647- MO MO MO MO MO MO
22 | BA M 17 70/17 Xb
23 | KK M 14 P566/17 Xb WT WT WT WT WT WT
16693- MO MO MO MO MO MO
24 | HE XK 16 12/17 Xb
25 BK M 16 G1095/17 Xb MO MO MO MO MO MO
26 | KB M 13 Xb MO MO MO MO MO MO

MH — marepuan HeuHpopMaTUBEH

MO — marepuan oTcyTcTBYeT (mapaduHOBbIE OJIOKH)

WT — nukuit Tun (wild type)
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G428/17 1-3

Gene name: H3F3B

AA mutation: p.K37M (Substitution - Missense, position 37, K-M)
CDS mutation: c.110A>T (Substitution, position 110, A-T)

n
(o)

Puc. 54. CeksenupoBanue no Cenrepy npu XbBb. Crpenkoil nokaszaHa

retepo3urotHast mytauust G35R (H3F3A).
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B 20 naGnronenusix Oblina BbisiBIeHA dKcrpeccus Oenka K36M (siaepHblid
nokyc). B oqnom u3 HabmoAeHUN ¢ OTpUIIATEIbLHBIM pe3yibTaToM K Oenky K36M
(MasibuuK, 9 51€T) NOBTOPHO OBLIN MEPECMOTPEHBI BCE HHTCPYMEHTAIbHBIEC TaHHbBIE
U Pe3ysbTaThl TUCTOJOTUYECKOro HccienoBaHus. OnyXxoiab uMena XapaKTepHYIO
it Xb  nokanuzanuio, TUNWYHBIE KPUTEPUM JIy4EBOM JUArHOCTUKH U
TUCTOJIOTUYECKYIO KapTHHY, YTO HE SIBJSJIOCH MMOBOAOM ISl IEPECMOTpa IUarHo3a.

B 16 na6mionenusx Xb Obl1o mpoBeneHo cekBeHupoBaHue nmo CeHrepy.
[Ipu stoM, B 2 ciyyasix Marepuas okaszajicsi HeuHpopmaTuBHbiM. B 8 uz 14
ciyvaeB (57,14%) Oblna BoisgBieHa MyTtauus B 37 kogone rena H3F3B (Ta6u. 13,
Puc. 54). B octanpHbIX 6 coydasx xapakTepHasi MyTalusi He oOHapyxeHa. O1HaKo,
B 4 cinywasx nOpu  orcyrctBuM  Myraumum  reHa  H3F3B, npm
MMMYHOTHCTOXUMHUYECKOM HCCIIEJOBaHUU Oblla BbIABIECHA 3Kcnpeccuss K36M, B
OJIHOM CJIy4a€ MMMYHOTHMCTOXHUMHYECKOE HCCIIEIOBAaHUE IMPOBECTH HE YyAAJIOCh

(MaTepuan yTpaueH).

3.5 Meradpuszapubiii ¢(uoOpo3Hbiii aedpexr / Heoccupuuupyromas
¢pudpoma MDA/ HOD).

B cTtpykrype Bcex omyxoisel kocteil y nereid u mogpoctkoB MOJ/HOD
coctaBuiu 55 HabmoneHui (5,52%) Ha HallleM MaTepuare.

Bospact manueHToB BapbupoBai OT 5 10 18 neT, HanbosblIee KOJIMIECTBO
HaOJIOEHUN OTMeYanoch B Bo3pacte oT 12 go 18 metr — 33 mamuenta (60%). B
BO3pacTHOM rpymmne oT 7 10 12 net 3apeructpupoBano 19 ciyuaes (34,55%), ot 3
no 7 net Bcero 3 nHabmoaeHus (5,45%). B Gonee muaamux BO3pacTHBIX Ipymmnax
M®/I/HO® y nereit He BCTpEUanoch.

MHOeCTBEHHBIN XapaKTep MOpa)XKeHUs HaOII0IalNcid y OJHOTO MalMeHTa
(Manpuuk, 14 5ert), B 1ucTaibHOM MeTadu3e JeBoi OeIpEeHHON U MPOKCUMATbLHOM
MeTaduse JeBoil 00JbIIeOEepIIOBOM KOCTH, MPU ATOM ObLT BBIMOJHEH KIOPETAXK
oOpa3zoBaHus JIEBOU 00IbIIEOEPIIOBOM KOCTH.

KonuuecTBO J1eBOUEK HE3HAYUTENBHO Npeoliiaiago HajJ KOJIUYECTBOM

MaJIBYUKOB C COOTHOIIEeHuEM 24/31.
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Pa3zMepbl oOpa3zoBaHusi BapbUpoBalid B MMpokux mnpenenax: ot 0,7 cM B
muamerpe A0 8x5x4 cM  (maHHBIM chaydall  OCHOKHWICS MaTOJOTHYECKUM
MEePEIOMOM).

B OGonbmunacTBe ciyyaeB (36 marueHToB — 65,45%) *anoObl HA MOMEHT
oOHapyxeHUsl 00pa3oBaHUsl OTCYTCTBOBAJIA, OMYXOJb ObLIa BBISBICHA CIy4YailHO
(dame obciienoBaHue MO MOBOAY TpaBMbl). HacTh AeTelt oTMedalid HEMOCTOSIHHbIE
OoJieBbie oOIIylIeHUs Tpu (puznueckoil Harpy3ke. B oCHOBHOM, mpu OOJBIIUX
o0beMax MOpaKeHHs aucTadbHOro meradusa OenpeHHON kocTu. B 6 ciyuasx
(10,9%) Obln BBISIBIIEH MATOJOTUYECKUN TEpeioM H3-3a OOJIBIIOro o0beMa
MOpakeHUsI.

Y aByx Jneredl oTMeuancs JOKaJbHBIM pEHUAuB O00pa3oBaHUs H3-3a
HEPaIUKAIBHOTO XUPYPrUUECKOro JieueHus (depe3 2 U 3 Tojia COOTBETCTBEHHO).

HO®O/M®J] uame Bcero oOHapyXuBalOTCs B MeTapuizax IMHHBIX
TpyOUaThIX KOCTEH, B TOJABJISIONIEM OOJIBIIMHCTBE B KOCTSIX HIKHHUX
KOHEUHOCTEeH (IucTanbHbld MeTadu3 OEApEeHHOW KOCTH, NPOKCUMAIbHBIA U
JTUCTanbHbI MeTadpu3bl O0o0ibIIeOepioBoil U ManobepiioBoil koctei). Camoit
pacpoCTpaHEHHOW JIOKaIM3allie B HAIIWX HAOIIOJACHUSX OBUIM JAUCTaIbHBIN
MeTadu3 OeAPEHHON KOCTH M MPOKCUMANIbHBIN MeTadu3 00JbIIeOepIioBOM KOCTH
(Puc. 55). B onHom ciuywae (nmeBouka, 9 ner) HO® nokanmu3oBanach B
MpoKcUMabHOM MeTadu3se neBoi mieueBoi koctu (1,81%).

Knuandeckuit auarHo3 10 XUPYPrUUECKOTO JICYEHUST B OOJIBIIMHCTBE
ciydaeB Obul «hubOpo3Has qucraszus» - 29 ciydaes (52,72%). B 4 nabnroaeHusx
«TUTaHTOKJIeTOYHas onyxonb» (7,27%), B 3 «ocreomuenur» (5,45%), B 1
«octeoun ocreoMa» (1,81%), B 1 «ocreocapkoma» (1,81%), B 6 «ommyxosb KOCTU
6e3 yrounenusi» (10,90%). [duarnoz M®OJ/HO® Obl1 BBICTaBIEH O
OMEPAaTUBHOIO JiedeHus Jumb y 9 OonbHbix (16,36%), uTo Hampsmyo
CBUJIETEJIbCTBOBAJIO O HU3KOM YpPOBHE OCBEJOMJICHHOCTH O JAHHOW MAaTOJIOTHUU

XUPYProB U CHEUUATUCTOB JyueBoil quarHoctuku (Tao. 14).
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Puc. 55. Pacnpenenenue cimywaeB HO® y nereidi B 3aBUCHMOCTH OT

JJOKaJIMU3alnuu.
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Tabnuua 14.
[Tammmenter ¢ MOJI/HOD.
Mann Bo3 Ne Mopd. Pa3mep
et | Iloa | pacrt ouoncun K. nmarnos Jlokanuzanus JINATHO3 (cm)
24604- dubposHas
1 BE M 15 23/13 JACILIa3us HJ MO JI/HOD H/
19733- JleBas
2 HC XK 10 802/13 I'KO 6enpenHas kocts | MOJ/HOD 8x5x4
18077- IIpaBas
3 HA XK 7 92/13 Omnyxonb 6enpenHas kocte | MOJ/HOD 1x2,5x2
14562-
4 CC XK 15 76/13 Octeomuenut | beapennas xocts | MOJ/HOD 1,5x1
13910- IIpaBas
5 I1B XK 16 61/13 Octeomuenutr | 6expenHas kocte | MOJ/HOD 3x2x1
13784- Koprukanbuslii JleBas
6 HM XK 8 808/13 JedexT 6enpenHas kocth | MOJ/HOD | 2,5x2x1,5
11740- dubpozHas JleBas
7 AIO XK 11 49/13 JUCILIA3HS 6enpenHas kocts | MOJ/HOD 6x5x3
dubpozHas IIpaBas
8 ™ M 11 9272-86/13 IUCILIa3us O6enpenHas koctb | MOJ/HOD 1,5x2,5
OubpozHas JleBas 6obIe-
9 EM XK 14 5044-63/13 JUCILIA3HSL 6eproBas kocte | MOJI/HOD 1,5x1,5x1
19280- IIpaBas
10 BC M 14 81/12 Octeocapkoma | 6enperHas kocte | MOJ/HOD HI
18248- DubpozHas IIpaBas Gonblie-
11 vi M 13 83/12 IUCILIa3us Oep1rioBasi KOCTb M®JI/HOD 1,7x1,5x3
17351- OubpozHas JleBas 6obie-
12 I M 12 56/12 IUCILIa3us Oep1rioBasi KOCTb M®JI/HOD 3x1,2
15998- OubpozHas JleBas 6obie-
13 XA XK 14 16012/12 JUCILIA3HS 6eproBas kocte | MOJI/HOD 6x1,5x1
OubposzHas JleBas
14 4B XK 16 1835-70/12 JUCILIA3HSL 6enpenHas kocth | MOJ/HOD 7x3x2,5
OubpozHas JleBas
15 A M 16 926-47/12 JUCILIA3HSL 6enpenHas kocts | MOJ/HOD 2x5
4991- OubposzHas JleBas 6obie-
16 BA M 11 5001/09 JUCILIA3HS 6eproas kocte | MOJI/HOD 3,5x2x1
OubpozHas JleBas 6obie-
17 E/J] M 14 2216-35/14 JUCTUIA3US GepuoBas koctb | MOIA/HOD 4,5x3x2,5
13098- IIpaBas Gonblre-
18 104! XK 15 107/11 I'KO Oep1rioBasi KOCTb M®JI/HOD 1,5x3,7
22133- DubpozHas JleBas
19 PA XK 14 48/09 JUCILIA3HS 6enpenHas kocts | MOJ/HOD 6x2x2
IIpaBas Gonblie-
20 MII XK 13 M154/14 Omnyxoinb 6eproBas kocte | MOJI/HOD HI
dubpozHas IIpaBas Gonblie-
21 CT M 9 F612/14 JIUCILIA3HS OepuoBas koctb | MOIA/HOD HA
17538- OubposzHas JleBas 6obie-
22 HE M 8 46/14 JIUCTIIIA3Us 6eproas kocte | MOJI/HOD 2,5x1
16472- dubpozHas IIpaBas Gonblie-
23 AA XK 7 511/14 JUCILIA3HS 6eproas kocte | MOJI/HOD Tx4x4
19130- Ocreoun [IpaBas maino-
24 BT K 15 40/14 ocTeoma GepuoBas koctb | MOI/HOD 1
18727- IIpaBas
25 bl M 17 38/14 Octeomuenutr | 6enpenHas kocth | MOJ/HOD 2x1,4x1
26 IT M 18 141-3/15 Omnyxoinb Benpennas xocts | MOI/HOD HI
DubpozHas IIpaBas
27 I1B XK 16 907-21/16 JUCILIA3HSL 6enpenHas kocts | MOJ/HOD 3x1,5
DubpozHas IIpaBas
28 BE K 16 2243-53/15 JACILIIAa3us O6enpenHas koctb | MOJI/HOD HJ
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Tabnuna 14 (mpunoxxeHue).

Dubpo3HbIit
29 HIO XK 15 2935-54/15 JedexT Benpennas xocts | MOJ/HOD | 4,4x1x1,5
dubpozHas JleBas 6oble-
30 JAK XK 10 1301-25/13 JUCILIA3HSL 6eproas kocte | MOJI/HOD 3x1,5
JleBas mano-
31 CA K 11 G40/15 I'KO GepuoBas koctb | MOI/HOD HJ
OubposzHas JleBas
32 ME K 13 6937-51/15 JIACTLIA3US O6enpenHas koctb | MOJI/HOD 3,5x2x2,5
Koprukansuseiii | IIpaBas Gomnbie-
33 BA XK 11 6415-29/15 JedexT 6eproas kocte | MOJI/HOD 1
10405- dubpozHas JleBas
34 K M 13 24/15 JIUCILIA3HS O6enpenHas koctb | MOJ/HOD HJ
10917- dubpozHas IIpaBas
35 K K 7 44/15 JIUCILIA3HS O6enpenHas koctb | MOJ/HOD HJ
11371- JleBas
36 i XK 12 85/15 HOD 6enpenHas kocts | MOJ/HOD 9x3x2
JleBas 6obie-
37 KA M 13 G1118/15 Onyxoib Oep1rioBasi KOCTh M®JI/HOD 1,7x0,8
14540- dubpozHas JleBas mieueBas
38 XP XK 9 56/15 TUCILIA3Us KOCTh M®JI/HOD 5,8x1,7
DubpozHas JleBas 6onble-
39 MO XK 12 594-03/16 JIUCTIIA3Us 6eproBas kocte | MOJI/HOD 6x3x2
IIpaBas Gonblre-
40 FA K 9 G336/16 I'KO GepuoBas koctb | MOIA/HOD HJ
JleBas 6obie-
41 BE XK 15 3199-18/16 HO®D Oep1rioBasi KOCTb M®JI/HOD 1,5x0,7
11152- dubpozHas IIpaBas
42 OB XK 16 72/15 JUCILIA3HS 6enpenHas kocts | MOJ/HOD 5x2x1
15978- JleBas 6obie-
43 MC K 7 87/16 Onyxoinb Oepuosas koctb | MOJI/HOD | 1,2x0,8x0,8
20261- IIpaBas
44 HE K 16 79/16 Kucra O6enpenHas koctb | MOJ/HOD HJ
IIpaBas
45 OA M 9 2727-42/17 HO® O6enpenHas koctb | MOJ/HOD HJ
11463- IIpaBas Gonblre-
46 'L M 10 82/17 Md/] GepuoBas koctb | MOI/HOD 1,5x1,5
11520- JleBas 6obie-
47 PII K 10 34/17 HO® GepuoBas koctb | MOI/HOD 3,5x3x3
14109- dubpozHas JleBas
48 KB K 11 28/17 JUCTUIA3US Oenpennas koctb | MOJ/HOD | 54x1,9x1,5
14268- JleBas 6obie-
49 BB M 15 89/17 HO® OeprioBasi KOCTb M®JI/HOD 6,2x2,6
DubpozHas IIpaBas Gonblre-
50 HA M 5 MO3779/17 JIACTLIA3US OepuoBast koctb | MOJ/HOD | 1,4x2,1x3,5
16745- dubposHas IIpaBas maino-
51 JIE K 8 54/17 JIUCILIA3HS GepuoBas koctb | MOI/HOD HJ
JleBas 6obie-
52 Al M 5 F1192/17 Omnyxosnb 6eprosas kocte | MOJI/HOD HI
21187- DubpozHas IIpaBas Gonblre-
53 JI, M 12 01/17 JIACTLIA3US GepuoBas koctb | MOI/HOD 2x2,1
19820- IIpaBas
54 OB M 14 34/17 Dubpoma 6enpenHas kocts | MOJI/HOD HI
18440- dubposHas JleBas
55 ™ XK 13 59/17 JUCILIA3US O6enpenHas koctb | MOJ/HOD 3x3,5x2,5

H/I — HeT maHHBIX
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B omHoM cnyudae y nmeBoukum 10 ner no mepecMoTpa B paMKax JaHHOU
paboThl, ObLT BbICTaBIEH MOP(HOIOTUUECKUN JIMArHO3 «TUTAHTOKJIETOYHAS
OMyXO0Jb»  BBUAY  OOJBIIOTO  KOJMYECTBA TUTAHTCKUX  MHOTOSAEPHBIX
OCTEOKJIACTOMOMAO0HBIX KJIETOK. OJHaKo, MOpH MEPECMOTPE PEHTTEHOBCKUX
CHHUMKOB (XOpOIIO OrpPAaHUYEHHBIN OBaJbHBIA OYar MOpa)X€HUs B KOPKOBOM CJIOE
auctanpHoro  Metadusza  OCEIPEHHOW KOCTM €  MepudoKadbHOW  30HOU
CKJIEPOTHYECKUX M3MEHEHHUI) u TUCTOJIOTUYECKOTO Martepuasna
(BEpETEHOKIIETOYHOE TMOpaXeHue, ITOPU(POPMHBIM TATTEPH, MHUTOTHYECKAs
aKTUBHOCTh HE OOHapy»Xe€Ha, Tpynnbl KCAHTOMHBIX KJIETOK, JEMO3UTHI
reMOCHUJIEpUHA), a TaKXe, YYUTbIBasi BO3pacT (TUTaHTOKJIETOYHAs OIyXOJb
Ka3yHUCTUYECKHU PEJIKO BCTPEUAETCS Y J€TeH U MOAPOCTKOB) AMArHo3 ObLT U3MEHEH
Ha «MD/]».

[Ipu pentrenonornueckom uccinegoBanun MOI/HOD (B mocTynmHbIX s
aHaju3a ClaydasiX) BBIVISACIO KaK OKPYIJIOE WIM OBaJbHOW (POPMBI JIUTHYECKOE
o0pa3oBaHHE KOPTUKAJIBHOTO CJIOS MeTa(u30B, BBITSHYTOE MApAIJIEIBHO OCH
JUTMHHOM TpyOuatoit koctu (Puc. 56 A). I'panutibl Bcerga ObUIH YETKUMU C 30HOM
ocTeockiepo3a BOkpyr. [Ipu pacnpocrpanennn HO® 3a npenensl KOPTUKAITBHOTO
CJI0sI, OMyXOJIb HauMHala PACHPOCTPAHITHCA B MEIYJUIAPHOM HAMpPABICHUU HE
Tepsisi YeTKOCTHU TPAHHUII.

[Ipu MakpOCKONMMYECKOM UCCIEA0BAHUHU MATOJOTHUECKUNA ovar ObLII XOPOIIIO
orpaHuyYeH, enToBaTo-ceporo npera (Puc. 56 b). Yame Bcero marepuan s
MOP(OIOTUYECKOTO UCCIEOBAHUSI OB MOTYUYEH IMMyTEM KIOpeTaxka U MPeCTaBIIsLI
c000i1 (hparMeHTHI )KEITOBATO-CEPOM TKAHM.

[Ipu MmopdonornueckomM UcclieIOBAaHUU BO BCEX HAOIIOJIEHUSIX 00pa3oBaHue
Obu10 Xopomio orpanudeHo (Puc. 57), cOCTOsAIO M3 BEPETEHOBUIHBIX KJIETOK,
00pa3yroux Xa0oTUYHO OPUEHTUPOBAHHBIE MYYKU U IITOPUPOPMHBIE CTPYKTYPbI
(Puc. 58). Snpa ObuiM OBaJbHOM WM BBITSHYTOM (QOPMBI, MEIKHUE SJIPBIINIKA
BBIBJSUINCh HE BO BceX slpax. MuToThueckas aKTUBHOCTb JOCTOBEPHO HE
omnpenesnsiach UM 00OHAPYKUBAIUCh €UHUYHbIE QUrypsl MuTOo3a (HEe OoJsee 1-2

Ha 10 monel 3peHus mpu yBeandeHuu Mukpockorna x400).



Puc. 56. HO®. A. PeHTreHoBCKHMII CHHMMOK (mpsiMas mnpoekuus): B
OUCTAIBHOM MeTadu3e NpaBoil OOJbIIEOEPLIOBOM KOCTH OIPEAEISIeTCs
XOpOUIO  OTPAHWYEHHBIM  KOPTUKAJIBHBIM  IAaTOJOTMYECKMH o4Yar ¢
BBIPAKEHHBIMU CKIIEPOTHYECKUMHU M3MeHeHusiMu o nepudepun. b. doto
Makponpenapara HO®: oOpa3oBaHue CONMIIHOE, KEITOBATO-CEPOIO IIBETA,

C YETKOM I'PAHULEN.

Puc. 57. HO®. OOpa3zoBaHue CONHAHOIO CTPOCHUSI C YETKON TIpaHULEH,

OKPYEHHOE€ KOCTHOW TKaHbIO IUIACTHHYATOTO BHAA. Mayioe yBelnYeHue,

I'Dx7.



Puc. 58. HO®. Coctout u3 BHITAHYTHIX (prOp0oOIacTOMOIOOHBIX KIIETOK C
OBJIbHBIMU M BBITAHYTBIMH siipamMu. KiacTtepbl KpyNHBIX KCAaHTOMHBIX

KJIeToK. Jlemo3utel remocuaepuna. I'9, x120.

Puc. 59. HO®. VYyactkm ¢ OOJBIIMM KOJHUYECTBOM THTAHTCKUX

MHOTOsIepHBIX KieTok. ['9x300.
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Puc. 60. Ummynorucroxumuueckoe uccienopanue HO® ¢ G34R (H3F3A),

KJIETKH OIyXOJHU HeraTuBHbI, X200.

Puc. 61. UmmyHnoructoxummuueckoe uccieaopanue HO® ¢ K36M (H3F3B),

KJIETKH OITyXOJW HeratuBHblL, X210.
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Tabmumna 15.
[Manrents c HOO/M®/]. UMMYHOTHCTOXUMHUUYECKOE UCCIIEA0BAHUE.

Ne IHanuent Hoa Bospact Ne ouoncum G34W K36M
1 BE M 15 24604-23/13 - -
2 HC X 10 19733-802/13 MO MO
3 HA X 7 18077-92/13 MO MO
4 CC K 15 14562-76/13 - -
5 1IB X 16 13910-61/13 MH MH
6 HM K 8 13784-808/13 - -
7 AIO X 11 11740-49/13 MO MO
8 ™ M 11 9272-86/13 MO MO
9 BM K 14 5044-63/13 - -
10 BC M 14 19280-81/12 MO MO
11 Vi M 13 18248-83/12 - -
12 111 M 12 17351-56/12 - -
13 XA X 14 15998-16012/12 MH MH
14 UB X 16 1835-70/12 - -
15 HUA M 16 926-47/12 - -
16 BA M 11 4991-5001/09 - -
17 EJl M 14 2216-35/14 - -
18 1 X 15 13098-107/11 MO MO
19 PA X 14 22133-48/09 MO MO
20 MII X 13 M154/14 - -
21 CT M 9 F612/14 - -
22 HE M 8 17538-46/14 - -
23 AA X 7 16472-511/14 - -
24 bT X 15 19130-40/14 - -
25 bU M 17 18727-38/14 - -
26 IT M 18 141-3/15 MO MO
27 1IB X 16 907-21/16 - -
28 BE X 16 2243-53/15 - -
29 HIO K 15 2935-54/15 - -
30 JIK X 10 1301-25/13 - -
31 CA X 11 G40/15 - -
32 ME X 13 6937-51/15 - -
33 BA X 11 6415-29/15 - -
34 K1 M 13 10405-24/15 - -
35 K] K 7 10917-44/15 MO MO
36 Ui X 12 11371-85/15 - -
37 KA M 13 G1118/15 - -
38 XP K 9 14540-56/15 - -
39 Mo K 12 594-03/16 - -
40 BA K 9 G336/16 - -
41 BE K 15 3199-18/16 - -
42 ®B X 16 11152-72/15 - -
43 MC K 7 15978-87/16 - -
44 HE X 16 20261-79/16 MO MO
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Tabmuna 15 (mpogoimkeHue).

45 OA M 9 2727-42/17 - -
46 ra M 10 11463-82/17 - -
47 PII XK 10 11520-34/17 - -
48 KB K 11 14109-28/17 - -
49 BB M 15 14268-89/17 - -
50 HA M MO3779/17 - -
51 JIE XK 16745-54/17 - -
52 Al M F1192/17 - -
53 JII M 12 21187-01/17 MO MO
54 DB M 14 19820-34/17 - -
55 TH XK 13 18440-59/17 - -

MH — marepuan HeuHpopMaTUBEH

MO — marepuain oTcyTcTBYeT (mapaduHOBbIE OJIOKH)
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B OonbmmucTBe HaOmonenuit (40 cmydaeB, 72,72%) BBISIBISIIUCH
CKOILICHUSI KPYTHBIX TUCTHOLIMTOB WJIM KCAHTOMHBIX KJIETOK ¢ OOMJIBHOM CBETJION
UTOIIa3MoM. Beerna BhISBISUINCH MEJIKHE PACCESHHBIE JIETI03UTHI T€MOCUIEpHHA
u/unu remocunepodaru. Y BceX NAIUEHTOB OOHAPYXUBAIUCh HEPABHOMEPHO
pacrpeenstomuecs: CKOIUIEHUsI TUTaHTCKUX MHOTOSIepHBIX KieTok (Puc. 59).
Hepenko ompenensiuch KUCTO3HbIE M3MeHeHUs 1o Tumy BropuuHoil AKK (20
ciydaeB, 36,36%). B wacTtu cimydaeB pErucTpUpOBAIKNCH 30HBI PEAKTHUBHOIO
OCTEOreHe3a B BHUJIE T'pyOOBOJIOKHHUCTOM KOCTHOW TKaHU (woven bone), 30HBI
TUIIOKJIETOYHOM 3pENIOM  COCIWHUTEIbHOW TKAaHW. YYaCTKM HEKPOTHYECKUX
M3MEHEHUM ObLIU BBISBJICHBI IPY HAJIMYUU MATOJIOTUUECKOTO Mepeoma.

B 42 caywasx MOJ/HOD Ob10 mpoBEAEHO HUMMYHOTHCTOXHMMHUYECKOE
uccnenoBanne ¢ ructoHoBbiMU OenkamMu G34W u K36M (Tab6. 15). Ilo3utuBHbIX

peakiuii He ObLIO MOJIYYEHO HU B 0HOM U3 HabmoaeHuu (Puc. 60, 61).

3.6 Kiiaccuueckas ocrteocapkoma (KQO), rHraHTOK/I€TOYHBI BAPUAHT.

Hamu naGnronenust cocraBunu 178 ciiyyaeB octeocapkoM y nereit (Tabu.
16). Ha nomro kiaccudeckoi (KOHBEHIIMOHAIBLHOM) OCTEOCAPKOMBI MPUXOAUIIOCH
HauOonbiiee yucino mnanueHToB (154 maunmenta, 86,51%). Cpenu pazmuyHbIX
TUCTOJIOTUYECKUX BapUAHTOB KIIACCUYECKOM OCTEOCApKOMBI MbI HaOII0aIu
Tonbko 1 ciywail rurantokieroyHoro Bapuanta (0,65%). B kinmHUYecKoM
JIMarHo3e MpH HaMpaBlICHMH MaTepuajia Ha THUCTOJOTHYECKOE UCCIEIOBAHUE
¢urypupoan quarno3 ['KO. K coxanenuto, peHTTeHOBCKUE CHUMKHU, AaHHble KT
u/umn MPT wuccnenoBaHuii B JTaHHOM cCllydae OKa3ajUCh HEIOCTYNHBI, TaK Kak
Marepuan ObLI OTHpaBIEH W3 PETUOHATHLHOM KIMHUKU B KAaueCTBE BHEITHEH
KoHCyNbTanuu. Cyjsl 0 OMMCAHUIO, TOPAKEHUE HOCUIIO JIOKAJIbHO arpeCCUBHBIN U
MPEUMYIIECTBEHHO JIMTUYECKUN XapakTep, JOKAIN30BaJIOCh B JUCTAIbHOU
MeTaduzapHo-3nudu3apHON 30He paBoil OenpeHHoN KocTu. JlanbHeilmas cyap0a

STOU MAIIMEHTKU HEU3BECTHA.



150

Tabmuia 16.
[TateHTHI ¢ OCTEOCAPKOMOM.
BapuanT octeocapkoMBbI: KomnnuecTso:
Knaccuueckas ocreocapkoma: 154
- OcreobnacTuueckuit 128
- XoHapoOiacTuueckui 19
- @®ubpobnacTuueckuit 4
- OcreobnacTomManogo0OHbIN 1
- Xonapomukcouahudpomanogo0HbIi 1
- I'mraHTOKJIETOYHBIN 1
TemaHrnsKTaTU4eCKasi OCTE0CapKoMa 14
[TepuocranbHas ocreocapkoMa 4
[entpanbuas octeocapkoma (low-grade) 4
MenkokeTouHas 0OCTeocapKkoma 2
Hroro: 178
Tabmuma 17.

ITanmeHThl ¢ THTAaHTOKIETOYHBIM BapHaHTOM KJIaCCHYECKOU OCTCOCApPKOMBI.

I/IMMYHOFI/ICTOXI/IMI/I‘ICCKOG HCCICOOBAHUC.

No [Taruent [Ton | Bospact | Ne Guoncuu G34W K36M

1 PA K 7 P218/15 - -




Puc. 62. Knaccuueckass ocreocapkoma (TMTaHTOKJIETOUHBIM BapuaHT). A.
KpynHble KJIeTKM  OnmyXoidu  pa3iudyHod  (HOpMbI, HAIMOMHHAIOIINUE
MoHOHYyKJIeapHble kieTku npu ['KO. MHOXeCTBEHHbIE THIaHTCKUE
MHorosiiepasie  kinetku. [D, x400. b. OmnpenensroTcs CKOIJIECHUS
marojorndyeckoro ocreonga. I'D, x370. B. BuaHbel MHOro4YmciIeHHBIE

naTojorudeckue Gurypsl MutTo30B. I'9, x500.



Puc. 63. HMMyHOTHCTOXMMHUYECKOE  HCCIECIOBAHUE  KJIACCUUYECKOU
ocTeocapkoMbl (rurantokieTounbld Bapuant) ¢ G34R (H3F3A), kierku

OITyXOJIM HETaTUBHBI, X370.

Puc. 64. VMMyHOTHCTOXMMHUYECKOE HCCIEJOBAHHE  HUCCIEIOBAHUE
KJIACCUYECKOM OCTEOCAPKOMBI (TUTaHTOKJIETOUHBIM Bapuant) c¢ K36M

(H3F3B), kietku onyxonu HeraTuBHbl, X400.



153

[Ipu rucTONOrMYEecKOM HUCCIEAOBAHUU MpeoOIafan COJUIHBIA KOMIOHEHT
OMYXOJIA, COCTOSIIIUN U3 KPYIHBIX HEOIUIACTUYECKUX KIIETOK OKPYTJION, OBaJIbHOU
u HemnpaBwibHOU dopmbl (Puc. 62). Snpa BapeupoBanu mo ¢opme u pazMepam,
BCTPEUANIUCh  TUIMEPXPOMHBIC, MEJIKUE  SAPBIILIKK  OBbLIM  €JUHUYHBIMHU.
MuTtoTrudeckass akTUBHOCTE ObIJIa BEICOKOM, HACUMTHIBAJIOCH 0ojiee 10 MMUTO30B Ha
10 moneit 3penus npu yBennueHun Mukpockorna x400, B TOM 4yucie, 3a CYeT
MHOTOYMCIICHHBIX Marojorudeckux ¢opm. OOHapyKXUBaIuCh 30HBI 0Opa3OBaHUs
OCTEOMIHOTO MEXKKJIETOUHOro maTrpukca. OCOOCHHOCTBHIO CTPOEHHUS OIYXOJIH B
JAHHOM clly4ae ObLIO Hallnyue OOJBIIOT0 KOJUYECTBA TUTAHTCKUX MHOTOSIIEPHBIX
OCTEOKJIACTOMOAO0HBIX KJIETOK, pBCIpeAesItomuxca 1upPpy3H0 U UMUTUPYIOIIUX
ructonorndeckyro kaptuny I'KO. Berpewanuch enMHUYHBIE KUCTO3HBIE MOJIOCTU
pa3IUYHOrO pa3Mepa U (POpMbl, YaCTh U3 KOTOPHIX ObUIM 3aMOJHEHBI KPOBBIO
(m3menenus no tumy BropuuHoit AKK).

Bb110 BBITIOTHEHO UMMYHOTUCTOXUMHUYECKOE UCCIIEIOBAHUE C TUCTOHOBBIMU
oenkamu G34W u K36M, mo3UTHUBHON peaklMu Ha spax KIETOK OMyXOJU He

nonyueHo (Puc. 63, 64, Tab. 17).

3.7 I'mraHTokKJieTOYHbIE MMOPaAKCHUA KOCTel B pPaMKax CHHAPOMOB

(xepyBu3M, cuapom Appe-Kamnanauu).

3.7.1 XepyBusm.

Mpe1 HaGnroanu 4 nanueHTa ¢ XepyBU3MoM, MOP(OJIOrHYECKUM CyOCcTpaToM
kotoporo sasisiercss LII'KD' ¢ cumMerpruHbiM nopaxkeHueM yentocted. Cpenu Bcex
MopakeHUH KOCTEeH y JerTed B paMKax CHHJIPOMOB, JaHHOE 3a0oJieBaHUE
cocTaBuiio 6,66%. B Tpex ciyuyasx B MaToJOTMUECKUN MPOIECC ObLIA BOBJICUEHBI
BEpXHsS U HWKHAA 4enrocTH (75%), B OHOM Cily4yae TOJBKO HUKHSAS YEIIOCTh
(Tab. 18). Bo3pacT manreHTOB Ha MOMEHT TrOCIUTAIU3allMy BapbupoBai OT 3 10
14 ner. ManbuukoB U 1€BOYEK ObUIO paBHOE KOAMYECTBO 2/2. XKanoObl manmeHToB
OblIM TakuMH ke Kak B rpynne mnagueHtoB ¢ LI'KI, 3a wuckmtoueHuem

CUMMETPUYHOCTH MOPAXKEHUSI YetoCcTel ¢ ABYyX cTopoH (Puc. 65).
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Tabnuua 18.
[TanreHTsI € XEPYBU3MOM.
Ne | ITapm- | Ilon | Bo3 Ne Ka. Jloxkanusauus Mop¢. | Pazmep
CHT pact | OMONICMHU | JAHATrHO3 AMATHO3 (cm)
1 AX XK 9 16482- XepyBusm Bepxussa u HI'KT, H/
89/03 HIDKHSS XEepYBU3M
YeIOCTh
2 BD X 14 22383- I'KO Bepxuss u HI'KT, HI
88/10 HIDKHSS XEepYBU3M
YeIOCTh
3 KC 3 9300- dubposzHas Hwxnsis LI'KT, HJI
30/12 JUCILIA3Us YEJCTh XEpYBU3M
4 b/l 8 7294- Onyxoib Bepxusia u HI'KT, HJA
307/17 HIDKHSS XEepYBU3M
YeIOCTh
HJI — HeT nanHBIX
Tabnuua 19.
[TanmeHTsI ¢ XepyBU3MOM. FIMMYyHOTMCTOXUMUYECKOE UCCIEAOBAHUE.
Ne IHanueHnt Ion Bozpacrt Ne Omoncumn G34W K36M
1 AX X 9 16482-89/03 - -
2 BD X 14 22383-88/10 MO MO
3 KC M 3 9300-30/12 - -
4 B/l M 8 7294-307/17 - -
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Puc. 65. Bun nanuenTa ¢ xepyBu3MoM. CHMMETPUYHOE ITOPAXKEHNE BEPXHEU

U HIDKHEN YETIOCTH.

Puc. 66. KT-uccnenoBanue mamueHToB € XepyBU3MOM. Omnpenestorcs
MHO>KECTBEHHBIE, XOPOLIO OTPAaHUYEHHbIE JTUTUUYECKUE OYaru B HUKHEH

YCJIIOCTH.
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Knuaudeckuil auarHo3 «XepyBU3M» IpU HaIpaBlICHHWM MaTephaia Ha
TUCTOJIOTHYECKOE  HCCiieioBaHuE Obul  3aUKCHUpOBAH TOJBKO B  OJIHOM
HaOJIIOJICHUH, B OCTAJbHBIX CIy4asx B KIMHUYECKOM JIMarHo3e (pUTypHUpOBaIU
I'KO, ¢pubpo3nas aucmiasus 1 Omnyxoiab 0€3 yTOUHEHHUS.

[Ipy pEHTTeHOJOTHMYECKOM MCCIEAOBAaHMU BO BCEX  HAONIOJEHUAX
OOHApPYXUBAJINCh MHOXECTBEHHBbIE CHUMMETPUYHBIE OYard MOPAXKEHHUS KOCTHU
JUTUYECKOTO XapakTepa, KaK MpaBUIO, C PACHpOCTPAHEHUEM 3a HOPMAJIbHbBIC
AHATOMUYECKHAE TPAHUIIBI BEPXHEW W HWKHEW 4YentOCTH. [lpu 3TOM CoxXpaHsics
TOHKHUI 000/I0K U3 KOCTHOM TKaHM (TEpUOCTaIbHASL PEaKIUsl B BUJIE CKOPJIYIIbI) O
nepudepun obpazoBanuil. Ilpu KT wuccrnenoBanum Ttakxke O0OHAPYKUBAIUCH
MHOKECTBEHHBIE CHMMETPHUYHBIC JIMTHUECKHE ouary B yemrocTsax (Puc. 66).

[Ipy MakpOCKONMUYECKOM HCCIIEIOBAaHUU Marepuan OblUl MpeAcTaBleH
MHOJKECTBEHHBIMH  CEpPOBATO-KEJIThIMH (PparmMeHTamMu TKaHW. BcTpedanuch
0YaroBbI€ KPOBOM3IUSIHUSA.

[Ipu rucromoruueckoM HCCIeIOBaHUU Mopdoioruueckas KapTHUHA He
oTianyaiiack oT TakoBor npu LII'KI', 3a uckiroueHneM TOro 4To, Kak mpaBUio, HE
BCTpEUAIUCh  yYacCTKM  COCTOSIIME W3  MOHOHYKJIEapoB,  IpeoOiaaan
BEPETEHOKJIETOUHBIA KOMIIOHEHT ¢ HEPAaBHOMEPHBIM pacIpeieieHUEM KIIacTepOB
TUTAHTCKUX MHOTOSIICPHBIX KJIETOK.

B Tpex u3 4 CIIy4yaeB XEpyBU3Ma OBLIO MPOBEJICHO
MMMYHOTUCTOXHUMHUYECKOe nccaeaoBanue ¢ anturenamu k G34W u K36M (Tao6u.
19). Tlo3uTuBHOW peakiuu He ObUIO OOHAPY)KEHO HU C OJAHUM U3

BBIICTICPCYMUCIICHHBIX AaHTHUTCI HU B OJHOM Ha6J'IIOI[eHI/II/I.

3.7.2 Cunnpom Adde-Kammanauu.

B oanom u3 ciyuaes I'KII nam BeTpetmics cunapom Adbde-Kamnanauu. Ha
MOMEHT TOCHUTATU3AIMU MaTbYUKy ObLIO 5 JieT. bbln rocnutanu3upoBaH B CBSI3U
C JKajobaMM Ha TATOJOTUYECKUM TepesioM IMpaBoi medeBod koctu. [lpum
PEHTIEHOJIOTUYECKOM  OOCIIEIOBAHMM 1O MECTY JKUTEIbCTBA  BBISABJICHBI

MHOXXCCTBCHHBIC JSKCHCHTPUYHLIC, Y4aCTHUYHO CIHMBAOIIHUCCA JIMTHYCCKHEC OYaru
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MpOKCUMaNbHOTO MeTadu3a u auadusa JeBOU MICUEBON KOCTH C MAaTOJIOTUUYECKUM
repesioMoM B BepxHel yactu nuadusa (Puc. 67).

N3 anamHe3a U3BECTHO, YTO paHEE PETUCTPUPOBAIOCH JIBA MATOJIOTMUYECKUX
repesioMa JIeBOM MiedeBod KocTu B Bo3dpacte 3 u 4 ser. Ilpu 3tom, mManbuuk
MPOXOJUJ JICUEHUE B OTIEICHUU TPABMATOJOTHH W OPTONEAUU B PETHOHAIBHOU
neTckoi knuHuke. [Ipu aHanu3e UMEIOIUXCS PEHTIEHOTPaMM, PEI0CTaBICHHBIX
POAUTENSIMUA TAIMEHTa ObLI BBISBICH TaKXKE KOPTHUKAIBHBIA HKCIEHTPUUYHBIM
JUTUYECKUH oYar B MPOKCUMAILHOM MeTadu3e npaBoil 60ab11e0epIioBON KOCTH.

N3 cemeliHOro aHamMHe3a BBISICHWIOCH, YTO Mama JaHHOTO MalleHTa B
TEUEHUE JECATHU JET CTPaJaeT MOPAKCHUEM KOXKHU TYJOBHUINA, II€H, BEPXHUX U
HIDKHUX KOHEYHOCTEW, NPHUYEM BBIPAXKEHHOCTh MOPAXEHUS CO BpEeMEHEM
MeJJIeHHO yBennuuBaeTcs. KokHbie 371eMEHTHI B BUJI€ BO3BBIIIAIOIINXCS MamyJl U
y3€lIKOB OjegHoBaTO-po3oBoro mBera, oTr 0,2 ngo 1,4 cm B HaubomblieMm
U3MEepeHur, co BpemeHeM He perpeccupytor (Puc. 70). CnenuanbHoe
oOcnenoBanrie He mnpoxoawna. [lo MecTy KUTeNbCTBAa KIMHUYECKH OBLI
3aM0/I03pEH IUArHo3 «HeupopudpoMaTosy.

[Ipu ocmoTpe pedbeHka ObLIO BBISBICHO 00pa3oBaHWE 3aTHIIOYHON 001acTH
CIpaBa, MSTKOM KOHCUCTEHLUH, NpH nanbnanuu 6e3donesnennoe (Puc. 69). [lpu
KT u MPT wuccienoBanud ¢ OTHOCHUTEIBHO YETKMMM TpaHUIIAMH, IIJIOTHOCTH
TKaHH OJMXKe K KHUPOBOM C COCAUHUTEIHLHOTKAaHHBIMH centamu (Puc. 71).
buoncuss ganHoro oOpa3oBaHust He mpoBoauiack. Ilpu ocmoTpe marueHTa
oOpamiaer Ha ce0si BHUMAaHHE HaJUYU€ MHOXKECTBEHHBIX CBETJIO-KOPUYHEBBIX
nared (Café au lait spots) Ha koxke TyJoBHUIA U HUXKHUX KOHEeUHOCTAX (Puc. 68).
Co crmoB Mambl JaHHBIE IIATHA BIEPBBIE MOSBUIUCH B Bo3pacte 1,5-2 ner.
OO6pamiaer Ha ceOst BHUMaHHE OOJbIIUN O0BEM MPAaBOM CTOMBI MO CPABHEHUIO C
JIEBOM, MMEIOTCS COOTBETCTBYIOIIUE >KajloObl Ha TPYIHOCTH Moadopa OOyBU B
TEUECHUE MOCIECTHUX 6 MECSILIEB.

beim  BbIONMHEH KrOpeTaxx oOpa3oBaHMs JIEBOM IUIEYEBOM KOCTH C

peHOSI/IHI/Ieﬁ 1 HAJIOKEHUEM THIICOBOM JIOHT€THI.
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[Ipy MaKpOCKOMMYECKOM HCCIEIOBAaHUM MaTepuanl o0pa3oBaHUs ObLI
MpeJCTaBlieH (PparMeHTaMu TKaHU CEPOBATO-PO30BOTO I[BETA.

[Ipy rUCTONOTMYECKOM HCCIEIOBAaHUU TUCTOJOTHYECKAs KapTUHA He
oTim4anack ot TakoBou mpu MO JI/HOD (Puc. 72).

Bru10 nMpoBeieHO UMMYHOTUCTOXUMHUYECKOE UCCIEOBAHUE C aHTUTEIAMU K
ructoHoBeiM OenkaM G34W u K36M, no3uTuBHOW sSACpHOM peakIuyd Ha
BEPETEHOKJIETOUHOM KOMIIOHEHTE HE BBISBIICHO.

B  umensx moucka TNATOT€HHBIX  MyTalMi, aCCOUMHUPOBAHHBIX C
HelpoguOpomMaTo30oM, a TakKe HACIEACTBEHHBIMH 3a00JICBAHUSMU CO CXOIHBIMH
(hEHOTUTIMUECKUMH  TIPOSIBIICHUSMH, OblJla HCcleoBaHa Tepudepuyeckas
BeHO3Hass KpoBb. Mytanuu B reHe AKTI1 He oOHapykeHBbl (XapakTepHbI s
cungpoma Ilpotest). beima oOHapykeHa rerepo3urorHass myrtanusi B reHe NF1
(@x30oH 9, chr17:29528053A>G, rs1060500358), mpuBopsiias K HapyIICHUIO
KaHOHMYeCcKoro cairta cmiaiicuara (c.1063-2A>G, NM 001042492.2), urto
noATBepAMiAO nuarHo3 cunapoma SAdde-Kamnanauu. Jlannas wyrtamusi He
3aperucTpUpoOBaHa B KOHTPOJIBHBIX BbhIOOpKax «1000 renomoB», ESP6500 wu

Exome Aggregation Consortium (ExAC).



; e /i
Puc. 67. PentreHorpammsbl marueHta ¢ cusHiapomom Adde-Kamnanauu

(mpsimass  mpoekuusi). B mpokcumanbHOM MeTaduize U auadusze JIeBOU
MJIEYEBOM  KOCTHU  ONPEACNSIIOTCS.  MHOXECTBEHHBIE  CIIMBAIOLIUECS

mutuyeckue ovaru. [latomornueckuit nepenom. A. 2015 roa. b. 2016 rox.

Puc. 68. MHOXECTBEHHbBIE CBETIIO-KOPUYHEBBIE MATHA HA KOXKE MAIMEHTA C

cungpomom Adde-Kamnanaun.
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Puc. 69. Buemnuidi Bua mnaunumeHta ¢ cunapomoM Adde-Kammanaun.

MsrkoTkaHHoe 00pa3oBaHKEe 3aThUIOYHON 00J1aCTH CIIpaBa.

Puc. 70. BHemnuii Bux MaTepu nauuenTta ¢ cuaapomoM Adde-Kammnanaun.
BuHBI MHOXECTBEHHBIE SK30BUTBHIE 0Opa30BaHUS Ha KOXKE TYJIOBMILA, a

TAKKC CBCTIIO-KOPUYHCBLIC ITSITHA.



Puc. 71. MPT wuccnenoanue (T2 u T1) mamuenTta ¢ cuaapomom Sdde-
Kamnanauu. B 3arbimodHoil 00jiacTvl cripaBa MSTKOTKaHHOE OOpa3oBaHHE

HEOJTHOPOIHOMN CTPYKTYPHI.

Kamnanaun. OmnpenensieTcss COMUMIHBIA ~ KOMIIOHEHT, COCTOSIIIUU U3

BBITAHYTBIX KJIETOK, MecTaMu (OPMUPYIOUIUX IITOPUGOPMHBIN MaTTEPH.
PaccedHHple TUraHTCKME MHOTOSJIEPHBIE KIETKA. BUIHBI KHCTO3HBIE

m3menenus no tuny BropuuHoit AKK (B Bepxneit wactu ¢oto), I'D, x200.
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3AKIIOYEHHUE

I'maBa 4. O0cy:kaeHue MOJy4eHHbIX Pe3yJIbTaToB.

Ananu3z cooctBenHoro marepuana ['KII kocreil y nereil npeacTasisil co0oit
CI0KHYX0 MHOTOKOMIIOHEHTHYIO 3aJady Ha BCEX OJTalax JIUarHOCTUYECKOIo
nmoucka. [l ycCHemmHOro pemeHrsl TaKOM 3aJadd INPUMEHSJICA KOMIUIEKCHBIN
MEKIMCUMIUIMHAPHBIM TOAXOJ B IUIAHE AJE€KBATHOW OLIEHKH M COIIOCTABIICHUS
uHpOpMaMU O MAlMEHTe M €ro 3a0O0JIeBaHMM HAa BCEX JTalax, HauyuHas OT
NOJAPOOHOIO0 aHAMHE3a W OLEHKM [aHHBIX JIy4eBOW JMAarHOCTHKU JO 3Tamna
MHTEpHpEeTalud MOP(OJOTHUYECKOH KapTUHBI W MNPUMEHEHHS JOMOJHUTEIbHBIX
METOJOB  uccienoBaHusi (ummyHorucroxumusi, FISH  uccrnenoBanme wu
cekBeHupoBanue no CeHrepy).

Tak xak ocHOoBHbIM KoMHoOHeHTOM Bcex ['KII kocrein y nerenn sABiseTcs
IIPUCYTCTBHE B  pa3HbIX KOJMYECTBAX M  COOTHOIIEHUSAX  TI'MTaHTCKUX
MHOTOSIIEPHBIX OCTEOKJIACTONOI00HBIX KIETOK, JAHHOE 00CTOATEIBCTBO 3a4aCTYIO
O0OyCJIOBJIMBAET HAJUYHME «OJWHAKOBBIX» KIMHHUYECKUX U MOP(POIOrHYECKHUX
npusHakoB. Tak, npu MHorux ['KII xocrell xanoObl MAllMEHTOB MOXO0XH U HE
MMEIOT Kakou-mubo ompeneneHHou cnenuduku. [Ipu ananuse gaHHBIX J1ydeBOH
nuarHoctuku u MPT-uccnenoanuit npu Bcex ['KII oOHapykuBaeTcs TUTUUECKUN
KOMIIOHEHT TOpaXeHMs, CBA3aHHBII B OOJbIIEH CTENEHH, € HAIAYUEM
OCTEOJINTHYECKOTO MOTEHIIMAJIA TUTAHTCKUX MHOTOSIEPHBIX KIIETOK.

[IpoBeneHHbIE HCCIENOBAHUSA IIOKas3ajad, 4YTO JaXE HECMOTps Ha
KOMIUIEKCHBI MEXAUCUUILIMHAPHBIA moaxon B auarHoctuke I['KII xocrent y
JeTell, 4acTh ciaydaeB ObUIM MEpEeKBATU(ULIMPOBAHBI B paMKaxX JaHHOW I'PYIIBI C
Y4ETOM IIOJYYEHHBIX HAMHM JAHHBIX MMMYHOTHCTOXHMHMYECKOTO HCCIEIOBAHHUS
(G34W u K36M) u pesynpraroB cekBeHupoBanus 1o Cenrepy. [laHHble
W3MEHEHMsS] JMarHo30B JIMIIHUM  pa3 IMOMYEPKHUBAIOT  AKTYAJIBHOCTh U
HE0OX0AMMOCTh  JAU(P(dEepeHIUaNbHON AUArHOCTUKH — PA3JIUYHBIX  OIYXOJIEH,
Bxogsauux B rpynmny I'KII.  OcHOBHBIE  KJIIOYEBBIE  IYHKTBI  JUIA

muddepennmansuon quarnoctuku I'KII y neteit orpaxkenst B Tab. 20.
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Tab6auna 20.

HNuddepenuumansuo-guarnoctudyeckue kpurepuu ['KII kocteit y nereil.

KO
(rurant | Temanr Cungp
OKJIETO HIKTAT oM
. MA®/ YHBII H XepyBu | Sdde-
Hpusnatu: T'KO HIKr AKK Xb HO® BapHaH | YecKas 3M Kamna
T) ocTeoca HAYH
pKoma
Oouree kouyecTBo (194) 6/194 22/194 77/194 27/194 55/194 1/194 1/194 4/194 1/194
1o 1 roma 0 0 0 0 0 0 0 0 0
Or 1 p10 3 ser 0 0 2 0 0 0 0 0 1
Maunbuuxu (96), Ot 3 110 7 ster
BO3pACT il 0 2 9 0 2 0 0 1 0
O1 7 nio 12 nier 0 5 9 1 6 0 0 1 0
Or 12 50 18 ner 1 5 20 16 13 0 0 0 0
1o 1 roma 0 0 0 0 0 0 0 0
1 ©8) Or 1 510 3 ser 0 0 0 0 0 0 0 0
€BOYKHU N
sospact Ot 3 1o 7 et 0 2 0 0 0 1 0 0
O1 7 o 12 nier 0 2 12 4 15 1 0 1 0
Ot 12 po 18 ser 5 6 21 6 19 0 0 1 0
[neyesas 0 0 17 10 1 0 0 0 1
JlokreBas 0 0 0 0 0 0 0 0 0
Jlyuesas 0 0 2 0 0 0 0 0 0
Jlonarka 0 0 1 1 0 0 0 0 0
Korounna 0 0 2 0 0 0 0 0 0
Koctu kuctu 0 0 1 0 0 0 0 0 0
Pebpo 1 0 1 0 0 0 0 0 0
I ITo3Bonox 0 0 4 0 0 0 0 0 0
OKaJIn3a
1ust (cKerner) Kocru rasa 1 0 9 1 0 0 0 0 0
Benpennas 1 0 14 5 27 1 0 0 0
Bounbiiebepiio-
Bast 3 0 9 7 23 0 1 0 0
ManoGepriosas 0 0 6 1 4 0 0 0 0
Haznkonennux 0 0 0 1 0 0 0 0 0
Koctu cTomnst 0 0 6 1 0 0 0 0 0
Yemroctu 0 21 3 0 0 0 0 4 0
Koctu uepena 0 1 2 0 0 0 0 0 0
Omnus ) (@) ) + (@) (@) (@) (@) (@)
Meragus () 0 ©) ©) + + + o) +
Jlokanu3zamus B Drndus+
TUTHHHBIX Meradus + Q] + + Q] Q] ) ) )
TPyOYaThIX KOCTAX
HAuaus ) (@) + (@) (@) + + (@) +
He npumennmo ) + ) @) ) ) Q) + G
Topase ConuTapHoe 6 22 77 27 54 1 1 0 0
Hie: MHOXecTBeH- 0 0 0 0 1 0 0 4 1
HOE
Bonerbie
omymens (+/-) (+/-) (+/-) (+/-) (+/-) + + (+/-) )
VYBenuueHue
KanoG oo I GO N BN GO N NGO N e + + + )
ITaronoruuec-
I —— 1 0 17 0 6 0 1 0 1
MenyisipHoe
+ + - + - + + + -
MOpaKCHHE © © ©
Koprukanpaoe
S © © © o + o o o +
PenTreHonornyeck CMomanioe
Y€ TIPU3HAKA “) ) + O] + + + +
MIOPaKCHHE
(penrren u KT) ~
JIutnueckuit i n + i n + + + +
ouar
CenrtupoBaH-
o © (+-) + © () © SO GO N B!
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Tabaumna 20 (mpogoiKeHue).

Koprukanbusiit

CJIOH cOXpaHeH +-) * * * * O O * *

Koprukanbusrit
CJI0ii paspymieH ) ) ) ) ) + + Q] O]

Marpuke Q) Q) Q) (+-) O] (+-) (+-) O] O]

Ilepuocranbhas

peaKuys B BUIE + + + “) -) ) ) + O]
Pentrenonoruieck | cxopnynu

H€ NpU3HAKU

Ilepuocranbhas
(penrren u KT)

peakuus
"KO3BIpeK
Koaman"

) ) ) ) ) + + ) )

Ilepuocranbhas
peaxims B B ) ) ) ) ) + + ) )

CIIHKYIJI

BuexoctHbIiI
KOMIIOHEHT

(+-) ) (+-) ) ) + + ) )

DKCIaHCUBHBIN

+ + + + + - - + +
XapakTep pocTra ©) ©)

Wudunprpatus
MPT: HBIi XapakTep (+-) ) ) ) ) + + ) )
pocra

Kucrosusrit

KOMIIOHEHT ) ) + (+/-) (+/-) (+/-) + (+-) (+-)

CoMaHbBIN

KOMIIOHCHT - + (+-) ) ) ) ) ) ) )

MOHOHYKJICAPhI

CoMaHbIN
KOMIIOHECHT —
BEPETCHOBU/I-
HbIE KJIETKH

(+/-) + + ) + (+/-) (+/-) + +

Bopoznxu B

B ) ) ) + ) ) ) ) )

AN © o | o | o © © © © ©

blue bone

Kucrosusrit

50% 2727% | 92,21% | 44,44% | 30,90% 100% 25%
KOMIIOHEHT

MutoTtnueckas
akTHBHOCTSH (0- + + + + + -) (-) + +
4810 hpf)

Mopdomno
THS:

Murotnueckas

aKTHBHOCTS (5- () ) () (+-) ) (+-) ) ) )
9 B 10 hpf)

Murotnueckas
akTHUBHOCTH (10
u 6ostee B 10
hpf)

) ) (+-) ) ) (+-) + ) )

ITaronoruuec-

KHe QUrypol ) ) ) ) ) + + ) )

MHTO30B

MHBa3uBHBII
XapakTep pocTa

(+-) ) ) ) ) + + ) )

Kierkn

OIyXOMH B (+-) ) ) (+-) ) + + © )

cocylax

Meracra3sl B

J— (+-) ) ) (+-) ) (+/-) (+7-) ) )

Wmmynoructoxuvu | G34W 98% 0% 0% 0% 0% 0% 0% 0% 0%

kS K36M 0% 0% 0% 98% 0% 0% 0% 0% 0%

FISH: USP6 0% 0% 70% 0% 0% 0% 0% 0% 0%

CekBeHHUpOBaHHE
1o Cenrepy

H3F3A 70% 0% 0% 0% 0% 0% 0% 0% 0%
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4.1 I'uranrokiaerounas onyxoJus (I'KO).

Ha ocHoBanuuM npoBeAEHHBIX HAMHU HCCIENOBaHUM, U3 19 mepBoHaYaIbHO
NOKyMeHTHpoBaHHBIX ciydaeB I KO y nereit, B utore ocranuch ToJIbKO 6. /JlaHHOE
oOcrosTenbCTBO OTpakaer runepauarHoctuky ['KO 'y nerelr  BcieacTtBue
OTCYTCTBUSl MEXIUCIHUIUIMHAPHOTO TMOAXOJa MpPH IIOCTAHOBKE JHArHO3a W
npuMeHeHus: Beicokocnenupuunbix antuten (G34W u K36M) B mpakTudeckoin
paboTe maToJioroaHaTOMOB. BakHyr0 poJib B TOCTAaHOBKE JWArHo3a HWrparoT
pe3ynbTaThl ceKBeHupoBaHus no CeHrepy, 0COOEHHO B CiIydyasX PeAKUX MyTallui
B rene H3F3A.

[Ipn aHanmu3e JaHHBIX JOCTYNMHOM MEIUIMHCKON JUTEpaTypbl ObLIO
nokazano, uto s ['KO xapakrepeH cienyromuii HabOp OCHOBHBIX MPHU3HAKOB:
Bo3pactT oT 20 g0 40 net (OmyXxoJib 3pEJIOT0 CKENeTa C 3aKPHITHIMU 30HAMH POCTA),
B MOJIOBMHE CIy4YaeB MOPAXKAIOTCA JJIMHHBIE TpyOuyaThle KOCTH (HOpMUPYIOLIUE
KOJIGHHBIH cycTaB (OeapeHHas u OoJsblieOepiioBasi), HpH 3TOM MOpaXKEHUE
MeTapuzapHO-3MUPU3APHBIA XapakTep. Tak e Kak M y B3pOCIBIX, y JeTel
oonpiiass vacte ['KO B Hammx HaOMIOACHUSX JIOKaIW30Balach B JJIMHHBIX
TpyOUaThIX KOCTAX, GOPMUPYIONIUX KOJIEHHBIN cycTaB [129]. Bo3pacT nanueHnTos
B HAITMX HaOMIOACHUIX BapbupoBai oT 13 1o 17 net. JleBouek ObLIO 5, MaTbUMKOB
1, 9TO COOTBETCTBYET AAHHBIM JINTEPATYPHI [75].

[Ipu peHTreHONOrHnYecKOM HCCIENOBAaHUM OMYyXOJidbh ObLIa MpeAcTaBleHA
AKCUECHTPUYHBIM JUTHYECKHM O4aroM, 4acTo C pa3pylICHUEM KOPTUKAIBHOTO CJIOS
W BOBJICUCHUEM B IMATOJIOTUYECKHAN MPOLECC MPUISKAINUX MATKUX TKaHEH.
[IpuueM, arpecCMBHOrO THIA MEPUOCTATBLHON peakuuu (CHUKYJbI, KO3BIPEK
KoamaH) He ObLJIO BBISIBJIEHO HU B OJHOM HAOJIIOICHHH.

[Ipu rucrosnornueckoM uccnegoBannu ['KO cocTosina U3 JByX THUIOB KIETOK
— MOHOHYKJIEAPOB U TUTAHTCKUX MHOTOSIIEPHBIX KIIETOK, MpUYeM siapa 000uX
KJIIETOYHBIX KOMIIOHEHTOB HMENU CXO0XKee MOpP(OIOTHYeCcKOoe CTPOEHUE, YTO
ABJISIETCS. BAXKHBIM TUATHOCTUYECKUM MPU3HAKOM.

[Ipu cexBenupoBanuu no Cenrepy Obuio oOHapyxkeHo, uro ['KO wumeer

abeppanuro H3.3 (H3F3A) [85], B ToM uucie, B HamuXx HabmoaeHusx. HecMotps
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Ha 9T0, kinHuWYeckuil muarHo3 ['KO wyacrto ¢QurypupoBan B HampaBlIeHUSIX
MalKeHTOB C HOBOOOPA30BaHUAMU KpaHUO]aIuaIbHON JTOKATU3AINH.

Huddepenumansuas auarnoctuka ['KO mpooautcs ¢ apyrumu ['KII
kocteit — LI'’KI, AKK (mpexne Bcero ¢ conuaHbiM Bapuantom), Xb [2; 3],
MO®OJI/HO® u knaccuyeckoil ocTeocapkoMol (BapuaHT OOTraTblii TMTAaHTCKUMU
KJIETKaMH).

Hecmotps Ha cxoxue rucromormdyeckue xapakrepuctuku, [I'KD
BCTpEUAETCS] MPEUMYIIECTBEHHO VY JeTed MIAQIIuX BO3PACTHBIX TpyNI B
YEJTIOCTHO-TUIEBON JIOKAJIM3AUK (B OCHOBHOM, BEPXHSISI U HYDXKHSISL YEIOCTh), YTO
He xapaktepHo s ['KO. OcnoBHbiM komioHeHTOM [II'KI" mipu ructrosiornyeckom
UCCIIEIOBAHUM SBJISIIOTCSI BEPETCHOBUIHBIE KJIETKH, TPU OSTOM, TUTAHTCKUE
MHOTOSIZIEPHBIE KJIETKM OOHAPYXUBAIOTCS B BHUJAE KIACTEPOB M YAIIE€ BOKPYT
ouaroB kpoBomsnusiHui. [Ipn nmmyHorucroxumuueckoM uccnenopannu L{I'KI He
skcrnpeccupyroT G34W B oriinuae ot 'KO u He umerotr mytanuii rena H3F3A.

bonpmmacTBO ciyyaeB AKK BcTpeudaroTcst B Oosnee muaamei BO3pacTHOM
KaTeropuu, JOKaIU3YyIOTCA Yallle B MeTau3e NJIMHHBIX TPyOUaThIX KOCTEH, UMEIOT
YETKHE TPaHULIbl HA pEeHTTeHOrpaMMe (Kak MpaBUIIO, OKPYKEHbI TaK Ha3bIBAEMbIM
«oboakom»). IIpu THUCTOJIOTMYECKOM HCCIEJAOBAaHUM B cenTax mpeodiagaer
BEPETCHOKJIETOUHBIH ~ KOMIIOHEHT,  TUTaHTCKHE€  MHOTOSIIEPHBIE  KIIETKHU
pacnoJyiaratorcst  kiactepamu. BepereHokneTounslii kommoHeHT mpu AKK He
skcripeccupyet G34W. Ilpu uurorenernueckom uccienopannn AKK no gaHHsiM
nutepatypsl [15] B 70% oOnapy:xuBaercs nepectporika USP6 rena (Puc. 36, 37).

Xb damie peructpupyercs y A€Ted B BO3pacTHOM rpymme oT 12 mo 18 mer
(80,77%), nokanuzyeTcsi B snudu3ax JIMHHBIX TPYyOUAThIX KOCTEH, UMEET YETKUE
IPaHUIbl, WHOT/A C HE3HAUYUTEIbHBIMU CKJICPOTUYECKUMU HU3MEHEHUSIMU 1O
nepudepun  omyxonu. Ilpum Oonblmiux pa3Mepax MOXKET HaOIOAAThCA
MeTaduzapHo-3nuduzapHoe nopaxenue, Ho B otiauuue or ['KO He oOnamaer
MpU3HAKaMU JOKaJIbHO arpeCCUBHOTO POCTa (Kak MpaBUiio, YeTKue rpanuiibl). [Ipu
MOP(OIOTUYECKOM UCCIEOBAHUM COCTOUT U3 OBAJBHBIX U HEMPABUIHLHON (POPMBI

KJICTOK C BBITAHYTBIMH AApaMH, B KOTOPBIX BBIABJIAIOTCA IMPOJOJIBHBIC 60p03I[KI/I,
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yero He HaOmomaercs npu ['KO, nerko oOHapy>XuUBaeTcs XOHIPOUIHBIN
MEXKKJIETOUHbIH MaTpukc. [Ipy HMMMYHOTHCTOXMMHUYECKOM  HCCJIEIOBaHUU
HEOIUIaCTUYeCKUe KIEeTKM Mpu Xb He BBISBIAIOT MO3UTHUBHOM pEaKIuu ¢
antutenoM K G34W, npu 3ToM 00HapyXKUBaeTCsl MO3UTUBHASA sIICPHAS SKCIIPECCUs
K36M. Ilpu cexBenupoBanun 1o CeHrepy B kieTkax onyxonu npu Xb B
OOJIBIIIMHCTBE CIIy4YaeB BhIABIsAETCA ToueuHas MyTtauus B rene H3F3B.

M®/I/HO® yamie BcTpeuyaeTcs y AeTeid B BO3pACTHOU kaTeropuu ot 12 g0
18 net (60%), nmeeT MeTaduzapHyIO JIOKAIU3ALNIO B KOPTUKAIBHOM CJIO€, YETKUE
IPaHUIBI U CKIOHHOCTh K CaMONPOU3BOJIbHOM perpeccuu. [Ipu mopdonoruueckom
UCCIIEIOBAHUM COCTOUT U3 BEPETEHOBUIHBIX KJIETOK ¢ HEOOJBIIUMU CKOTUICHUSIMU
reMocusiepoaroB U KCAaHTOMHBIX KJIETOK. [ MTAaHTCKUE MHOTOSJIEPHBIE KIIETKU
OOBIYHO HE CTOJh MHOrouucieHHbl kak npu ['KO u, kak mpaBuiao, MEHBIIHUX
pasmepoB. [Ipy MMMYyHOTHMCTOXMMHYECKOM HCCIEIOBAHUM BEPETECHOKIECTOUHBIM
koMmrnoHeHT npu MOJI/HOD® ne skcnpeccupyer G34W. CexBeHupoBaHUE 10
Cenrepy He BbIsABISIET MyTauui B reHax H3F3A n H3F3B.

Kiraccuueckass ocTreocapkoMa TakKe€ MOJKET BbI3BIBAaTh CIOKHOCTH B
muddepennmansuor nuarnoctuke ¢ ['KO, ocobenHo mpu Bapuante Ooratom
TUTAaHTCKUMU MHOTOSIIEPHBIMU KJIeTKaMu. CTOUT OTMETUThH, YTO Kiaccuueckas
OCTEOCApPKOMa KIIMHUYECKH IIPOTEKAET arpeccuBHoO, Jame yeM 1 ' KO BcTpeuaercs y
neredt. [lpu uccienoBaHUU PEHTTEHOIOTHUECKUX NaHHBIX, aia KO xapakTtepHO
nopaxkeHue wmerapuzoB, pexe aUAPU30B JIUHHBIX TpyOdaThix KocTei. B
OOJIBIIMHCTBE CIIy4YaeB yAAeTCs OOHAPYXUTh «OOJAKOBUIHBIIY WH(OUIBTpAT 3a
CYET MPOAYKIMU OIYXOJbID KOCTHOTO MAaTPUKCA, a TAKXKE arpeCCUBHBIN THII
nepuocTanbHOl peakiuu (ko3slpek KoaMmaH, cnukynooOpasHas WIM COYETAHHE).
[Ipy ruUCTONOTUYECKOM HCCIEIOBAHUM, HECMOTPST Ha OOJbIIOE KOJUYECTBO
TUTAHTCKAX MHOTOSIAEPHBIX KieTok, mpu KO Bcerga MOXKHO HalTH NPU3HAKH
KJIETOYHOM aTUIUU U BBICOKYI0 MUTOTHYECKYIO aKTUBHOCTh, B TOM UHCIIE 3a CUET
MHOTOYHCIICHHBIX aTUMUYECKUX MYJbTUMOJSPHBIX MHUTO30B. B TOM winm uHOM
KOJIMYECTBE OOHAPYKUBAETCS HEOIUIACTUYECKHUM ocTeoul. JlaHHbIE MPU3HAKU HE

xapaktepubl g ['KO. Ilpy MMMYyHOTHCTOXMMHUYECKOM MCCIEIOBAHUU KIIETKH
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onyxosu npu KO nHe skcnpeccupyror G34W, B otimmuue ot ['KO, u He comepxkar
myTtauni B rene H3F3A.

N3 10 npoananmsupoBanHbix ciaydaeB ['KO y gereit, B 9 ciywasx Hamu
OBbLIO  BBIMOJHEHO HMMMYHOTHCTOXMMHYECKOE HUCCIEIOBAaHMUSI C  OILICHKOU
skcnpeccuun TUcTOHOBOro Oenka G34W, Beicokocnenuduynoro gis ['KO.
[TapajutennbHO BBINOJHSUIOCH CEKBEHHpOBaHME Mo CeHrepy ¢ LeNbl0 MOUCKa
COOTBETCTBYIOIIEH MyTanuu. B 5 HaOmoaeHusx OblIa BBISIBIEHA SKCIPECCHUs
G34W  (spmepHblit  5okyc). JlaHHble pe3yJbTaThl MOJHOCTHIO COBMNAIUA C
pe3yibTaTaMu CEKBEHUPOBaHMS (TIPU YCIOBUM aJ€KBATHOCTH HCCIEAOBAHHOIO
Marepuana). B onaom cinyuae I'KO npaBoii 6e1peHHON KOCTH y MaiueHTku 14 et
He Obu1o BbIIBIEHO 3Kcnpeccun G34W. Opnako, TpH CEKBEHUPOBAHWUU TIO
Cenrepy B JnaHHOM HaOmoneHuu Oblia oOHapykeHa Mytamus G35L, dro
MOJHOCTBIO  O0BSICHWIO OTCyTcTBUE dkcnpeccun G34W  u  10CTOBEpHO
noaTBepauino nuaro3 'KO. ¥V Tpex manuentoB Obuta HaljgeHa myrtamus G35R
(H3F3A, Codon 35), uro HanmpsiMyt0 KOppEIUpOBaiIo C MO3UTUBHON peakiueu c
antutenom Kk G34W.

B onnom cinyuae y nanuentku 14 ner ¢ ['KO npaBoii 0onbiiedeproBoit
KOCTH 4epe3 IMOoJTOopa roja Obul0 OOHApyXEHO METACTaTHYEeCKOE MOpa)XKeHUe
nerkux. [lpm 3TOM, mpU MMMYHOTMCTOXMMHUYECKOM HCCIEAOBAHUU METACTA30B
Takke OblIa BhIsABJICHA sijiepHas skcnpeccus G34W.

[TozutuBHOM peaknuu ¢ K36M He Obulo OOHApYEHO HU B OJIHOM Cilyyae
I'KO.

OcHOBBIBasACh Ha HAINX HCclIeaoBaHuaX, quarno3 I' KO ObLI O4eBUIHBIM U
nokazaTenabHbIM B 6 u3 10 cinyuyaeB. B octanbHbIX 4 cnydasx HanboJiee 0UEBUTHBIM
nuarHo3oM 0bu1 «AKK, conuaneiili BapuaHT.

B nocnennux padotax [121; 139] Obina nokazaHa BbICOKasi CielUUIHOCTD
anturena G34W mns Bepudukanuu ['KO. YuuTbiBas BbIIIEU3TI0KEHHOE, YaCTh
nyonukanuii ¢ onrcanueM ciaydaeB ['KO 6e3 cooTBeTCTBYOIIEro MOATBEPKACHUS

(G34W, H3F3A) npeacTaBisitoTCs COMHUTEIbHBIME [122].
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HNuTtepecHol npencTaBisieTcss paboTta, B KOTOPOUW aBTOPHI HE OOHAPYKUIU
myrauuii B reHe H3F3A npu I'KO HM y OZHOro M3 mamueHTOB B a3MaTCKOU
MOMYJISIUK, TPU 3TOM Obula oOHapyxeHa mytarusi reHa IDH2 B 80% ciyuaes
[124]. Tlo3:xe Obulo caemaHo mpeanojioxkeHue, uro nias ['KO, Bo3Hukaromux y
Oenoro Hacenenwus, apaiiBepHoi wmytanued B ['KO sBnsercs H3F3A, a y
asuarckoro Hacenenuss IDH2 [125]. Opnako, naHHbI Bompoc TpeOyer
TAJILHEUIIINX UCCIIEOBAHUN.

Takum oOpa3oM, pe3yibTaThl HAIIUX HCCIEIOBAHUI TMOKa3ald, YTO
KJIMHUYECKUAN JINATrHO3 I'KO pi (o) Jrarna MOP(}OJIOTHYECKOTO 151
MMMYHOTUCTOXUMHUYECKOTO HMCCIIEIOBAaHUSI ObLI BBHICTABJICH B IMOJOBUHE CIIy4aeB.
IIpu sTOM cnegyer yduThiBaTh UMeElOIyrocsa runepauarHoctuky ['KO cpenn
HEOIUTACTUYECKUX TMOPAKEHUN KOCTEM y JNETEH KakK MaTOJIOrOaHATOMAaMH, TaK H
JOKTOpaMHu JAPYTUX MEIUIMHCKHX CIENUAIbHOCTENW. Tak Hampumep, CIEeAyeT
noMHuth, uto ['KO y nereit Bctpeuaetcs kpaitne peako (0,6% B cTpykType Bcex
I'KII y nereii mo HalllUM JAHHBIM) U TOJIBKO B CTaplleld BO3pacTHOU rpytiie ot 12
no 18 ner (100%). Camas pannss npesentauus ['KO Obuia 3apeructpupoBaHa y
MalKueHTKH B Bo3pacTe 13 net (omyxosb mpaBoit 6onbliiedepiioBoi koctr). Cpenu
6 ciuygaee ['KO mnpeobnamanu pgeBouku (5). Ilpu mopdomoruueckom
UCCIIEIOBAHUM Ba)XHBIM KPHUTEPHEM IJisi AUArHOCTHKU SIBIISIETCS OOHApyKEHUE
MOHOHYKJIEAPHBIX HEOIUIACTUYECKUX KIIETOK, SICPHBIE XaPAKTEPUCTHUKH KOTOPBIX
CXOJHBI C TAKOBBIMU B TMTaHTCKHX MHOTOSJIEPHBIX KieTkax. [Ipu 3ToM crenyer
yuutbeiBaTh, 4r0 B [KO y nereii MOXHO BCTPETUTb BEPETECHOKIECTOYHBIN
KOMITIOHEHT, a TakK)Xe KHCTO3Hble H3MeHEeHMs 1o tuny BTopuyHOM AKK, uyto
3HAQUUTENBHO 3aTpyaHsieT auddepeHlnanbHyl0 JUAarHOCTUKY C JAPYTUMU
npeacraputensiMu  I'KIT kocteir. Hamm wuccnemoBaHust 1moKaszaiayd, 4YTO IS
noctoBepHoil auarHoctuku ['KO y nereld XapakTepHO HaIU4ue SIAEPHOTO JIOKyca
skcnpeccun G34W, 4ro coriacyercs ¢ JaHHBIMU APYTuUX uccienosatenen [121;
139]. CexBenupoBanne no Cenrepy BbIABUIO MyTauun B rene H3F3A B 4
Cay4dasix, IpUYEM PE3YyJbTaThl IOJHOCTBKD COMNOCTABUMBI C  JIAHHBIMHU

MMMYHOTUCTOXUMUYECKOro omnpeaenenuss Oenka G34W. Opnako, ciemyer
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YUYUTBIBATh,  YTO  YYBCTBUTEJIBHOCTH  JAHHOTO  METOJa  HIXKE  4YeM
MMMYHOTUCTOXUMHYECKOTO, U COCTaBISET NMopsanka 69% o JaHHBIM JUTEPATYPhI
[140]. IIpu »5>TOoM, 4YacTh HCCIEAOBAHHOTO HAaMHU Marepuaiga COCTaBUIIU
KOHCYJIbTaTUBHBIE CIIydyal M3 JPYTUX JIEUEOHBIX YUPEXKICHUH, U BO3MOXKHO,
MMEIId MECTO TOTPEHIHOCTH Ha JTamaXx TUCTOJIOTMYECKOr0 MPOIECCUHTa

(I[JII/ITCJ'H)HEISI ACKaJIbIWHAKMA B arpCCCUBHBIX KI/ICJ'IOTaX).

4.2 llenTpasbHasi TMTAHTOKJIeTOYHAA rpanyJema (LII'KT).

CobcTBenHble HaOmoaeHus nokasanu, yto L{I'’KI" vame Bo3HuKaeT y aereit
Ha BTOpoi nekaae >ku3Hu (50% B rpymnme ot 12 go 18 ner), uznroOieHHas
JOKanu3alus JaHHOTO O0Opa30BaHMsI — ATO BEPXHSS U HIDKHSS YEIIOCTh, UMEET
COJIUTAPHBIA THUIl TOpaXKeHUs (eclii HEe B paMKaX XepyBU3Ma WIHU
HepodguOpomarosza 1 Tuma), MeIeHHBIE TEMIBI POCcTa (OT HECKOJBKUX MECSIIEB
JI0 HECKOJIbKUX JIET), TIPEACTaBICHA JIUTUYECKUM 0YaroM IMOpaXeHUs C YETKUMHU
rpaHUIIAMH. [Ipu TUCTOJIOTUYECKOM UCCIIEIOBAaHUU BBISIBJISIETCS
BEPETCHOKJIETOUHbI KOMIIOHEHT 0€3 TMPU3HAKOB AaTUNUU KIETOK U HU3KOU
MUTOTHYECKON aKTUBHOCTBIO, TUTAHTCKUE MHOTOSIEPHBIEC KJIETKU PacloiararoTcs
HEPAaBHOMEPHO, B BUJE KJIACTEPOB, Yallle BOKPYT O4aroB kKpoBouznusHuil. Kakux-
a100 crenudUYecKu 3HAYUMBIX IuToreHetTudeckux aHoManumit mpu LI'KIDT nHe
BBISIBJICHO.

Huddepenuuansuas nuarnoctuka 'K mpoBoautcs ¢ npyrumu ['KII:
I'KO, AKK, Xb u KO (Bapuant OoraThlii TMTaHTCKUMH MHOTOSJIEPHBIMU
KJIETKaMH).

['KO wuyame BcTpeuaercss y gered kpaitHe peako (0,6% mno Hamum
HaOJII0JIEHHUSIM) U TOJIBKO B CTapIiei Bo3pacTHOM rpynme (Bce ciaydan oT 13 go 18
7eT), U3M00JIeHHAs JIOKaIu3alus — JUIMHHBIE TpyOdaThie KOCTH ckenera. Hu
onnoro cinydass I'KO He ObUIO 3aperucTpupOBaHO B YENIOCTSIX U KOCTSX ueperna,
YTO MOJHOCTBIO COIJIACYETCS C JIaHHBIMU JIUTEpaTyphl. [Ipu peHTreHoIorn4ecKkoM
uccnenoBanuu ['KO Takke BBISBISETCS JTUTUYECKUM OYar, OJHAKO B OTJIIMYUE OT

HI'KI" oH HE uMeeT YeTKOM TpaHUlbl, Pa3pylIaeT KOPTUKAIbHBIA CJIOM U MOYKET
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paclpoCTpaHATHCS Ha MPUIICKAIIME K OdYary IOpaKeHus Msrkue TkaHu. [Ipum
rucrogorudeckom  ucciaegopanum KO  coctouT ©3  ABYX  KJIETOYHBIX
KOMIIOHEHTOB, OJIUH U3 KOTOPHIX MOHOHYKJICAPHBIN, B OTIWYUE OT MpeodiaagaHus
BepeTeHOKIeTOUHOro kommoHneHTta npu LI'KI. B penkux cayuasx, npu HI'KT
BEPETCHOKJIETOUHBIA KOMIIOHEHT 10 MOP(OJOTUU MOXKET MNPUOIMKAThCA K
MOHOHYKJIEAPHOMY, 4YTO  BBI3BIBAET CJIOXKHOCTHU B  JauddepeHnnanbHoMl
nuarHoctuke. ['murantokneToynbii KOMnoHeHT mpu ['KO cOCTOUT M3 TUTaHTCKUX
MHOTOSIIEPHBIX KJIETOK Oonbiiero pazmepa uem mpu LK, B koTOpbix MOXeET
HacuuThiBaThes Oosee S0 unu naxe 100 saep. [Ipu 3TOM, MHOTOSIIEpHBIE KJIETKU B
I'KO pacnpenensrorcss Oonmee paBHomepHo, uyem 1npu LI'KI. SAxpa
MOHOHYKJIEAPHBIX U TUTAHTCKUX MHOTOSAEpHBbIX KiIeTOK B 'KO mMmeroT cxomHsbie
MopdooruyecKue XapaKTEPUCTHKH. [Ipu MMMYHOTUCTOXUMHUYECKOM
uccnenoBanuu npu LI'KD He oOHapyxuBaercss mo3utuBHOM peakiuu ¢ G34W.
CexBenupoBanue 1o CeHrepy He BbIABISIET MyTauuu B reHe H3F3A, B otiinune ot
I'KO.

[Ipu CPaBHUTEIBHOU PETPOCTIEKTUBHOU OLIEHKE IIPU3HAKOB
muddepennmanpuor nuarnoctuku I'KIT u I'KO uHTepecHoil mpenctaBisieTcs
pabota Resnick et al. [96]. B Heil roBopuTcs O TOM, YTO MEXIY JaHHBIMU
HOBOOOpa30BaHUsIMU OOJIbIIE OOIIETO, YeM Pa3IUdYUi, U UTO 3TU JBa 3a00JIeBaHUA
MOTyT ObITh OJHOM W TOW k€ omyxoJibto. [Ipu 3TOM NaHHBIMH aBTOpaMu OBLIO
npoaHanuzupoano 93 wnabmogenuss I'KII (45 nopaxenuit yemtocteit u 48
OMyX0Jieil KOCTeHl aKCHUaIbHOTO U JOOABOYHOTO CKeyeTa). Pa3nuunsi B BO3pacTHBIX
rpymnnax MalueHTOB OHH OOBSCHWIM TEM, YTO BCIEICTBUE NEPUOJAUYECKOTO
ckpunuHra ['KII genrocreit BeisiBisitoTca panbiie, yeM ['KIT gpyrux nokanuszanmii.
[Ipu »TOM, clemyer y4yuThIBaTh, YTO AaBTOPbl HE PACCMATPUBAIM BOIPOCHI
maddepenmmanbaort  gumarHoctuku KO  w HI'KIT  wHa  ocHOBaHuwM
MMMYHOTUCTOXUMUYECKOTO © MYTAIMOHHOTO mpoduiis, Tak KakK I[epBble
10100HBIE COOOIIEHUS MTOSIBUIIUCH TTO3XKE.

Tpynnoctu Bo3zHukawT npu auddepeniumansaor auarnoctuke AKK

(ocobenno comugHoro Bapuwanta) u LHI'KI. B OonbmmHCTBE ciiydaes,
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PEHTIEHOJIOTUYECKH U MOP(OJIOTHYECKH 3TH HOBOOOPA30BaHUS MPAKTUYECKH HE
pa3IMYUMBI, TO3ITOMY, JIOJTO€ BPEMS CUATAINCH CHHOHMMaMHU [64]. HacTo MOXKHO
BCTPETUTh ONHUCAHUA KIMHUYECKUX HaOmoaeHui, HaspiBaembix LI'KIT mpu
JoKanu3auuu B KocTsax kucrei u cron [4]. B 2014 roxy Narasimhan P Agaram et
al. [49] uccaenoBamu I'KII menkux xocrteit kucteir u cton u LII'KID™ gemrocTeit Ha
npeamet nepectpoiiku USP6 rena. Okazanock, uro ['KII kucrteit u cton B 8 u3 9
ciaydaeB coaepxkana nepectpoeHusli USP6 ren, B To Bpems kak LII'KI' BepxHeit u
HIDKHEW YeTIoCTH TakoW MepecTpoiku He uMenu. Ha ocHoOBaHUM 3TOro ObLI
caenan BbiBoAg O ToM, uto TepmuH LII'K[T nmomken ObITh oOrpaHudeH s
WCIIOJB30BaHUs TOJBKO MpPHU JIOKaNIW3aluu oOpa3oBaHusi B yentocTsx. U camoe
IJIaBHOE, CIy4aul TUTaHTOKJIETOUHBIX TPAHYJIEM MEIKUX KOCTEW KUCTEN W CTol
OBLIIO PEKOMEHIOBAHO TepekBanuduimpoBaTh B conuaubiil Bapuant AKK.

Xb pexke BO3HUKAET B YENIOCTAX U KOCTAX yepemna (4aiie BUCOYHas KOCTh),
coctaBisisg 6,6 — 7,1% Bcex cmywaeB. [Ipu 3TOM, cpenHMI BO3pacT NMAalMEHTOB
crapme (39,4 5er), yeM Mnpu JOKAIU3AIMU OIYXOJH B ANU(PU3AX JIMHHBIX
TpyOuarsix kocte [81; 111]. B Hammx HaOMOACHUSAX y IE€TeH TaKUX CIIy4yaeB HE
3apeructpupoBano. lIpu penrrenonornueckom ucciaenopannu 1 MPT Xb nmeer
yeTkue rpanuipl, Ho B otnuune oT L[I'KI' moxer ompenenarsca matpukc. [Ipu
TUCTOJIOTHYECKOM ucciefqoBanuu npu Xb oOHapykuBaeTcsl JBa BUJA KIETOK —
MOHOHYKJICAPHBbIE KJIETKH W TUTAaHTCKUE MHOTOSIIEPHBIE OCTEOKIJIACTONOJ00HbBIE
KJIETKU. MOHOHYKJI€apHbI€ KIETKHU MO0 MOPGOJIOTUH HAIIOMUHAIOT XOHAPOOIACTHI,
C XOpOLIO PA3IUYUMBIMU KJIETOUHBIMU T'PAHULIAMU, OBAJIBHON WJIM HENPaBUIBbHOU
(dbopmbl U 611eAHO 303MHOGUIBHON IUTOIIa3MOM. Spa oBaIbHOUM (hOPMBI, B YaCTU
M3 HHUX BBIABISIETCA TpojaoibHas Ooposaka (coffee bean). Murotuueckas
AKTUBHOCTh HHM3Kas WIM YMEPEHHAas, MaTOJOTUYECKUE MUTO3bI HE OMPEICIAIOTCS.
B onHoli Tperu ciiydaeB yaaercss OOHApYyX UTh YYacTKM C  HEXKHOU
MEePULICIUTIONAPHON KallbIIU(UKALIUEH, KOTOpPhIE HOCST Ha3BaHHME MPOBOJOYHOU
ceTku uiau KypuHou cetku (chiken wire). 'urantckue MHOTOSJIEpHBIE KIETKU
MOT'YT ObITh MHOTOUYMCIIEHHBIMH, cojiepxaT nopsiaka 10 u Oornee siaep, XOTd HUX

KOJIMYCCTBO BapbUPYCT. HpI/I HMMYHOTHCTOXUMHYCCKOM HUCCJICAOBAHHMU B
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HEOIUIACTUYECKUX KJIeTKaXx Xb BBIABIsAETCA NO3UTHBHAas peakius ¢ K36M
(smepHbIit TOKYyC), yero Hukoraa He OwiBaeT npu LII'KI'. [Ipu cekBeHnpoBaHuu mo
Cenrepy B LII'KI" He oOnapyxuBaercst mytauuu B rene H3F3B (xapakrepna s
XB).

Hecmotps Ha 1O uro KO opgHa M3 caMbIX 4YacThIX 3JI0KAYE€CTBEHHBIX
ONyXOJIE KOCTEN y HNEeTed, OHa KpahHE PEIKO BO3HHUKAECT B KOCTSAX 4Yeperna u
YENIOCTSIX, W3MI00JIEHHAs] JIOKanu3alus 53T0 MeTadu3bl JUIMHHBIX TpyO4aThIX
kocted. B orimmume ot LHI'KI, KO Bcerma wnmeer noKajlbHBIE NPU3HAKH
arpeCcCUBHOIO POCTa IO PEHTTEHOJOTHYECKUM NaHHbIM W MPT-uccnenoBanumu
(pa3pyllileHHEe KOPTUKAJIBHOTO CJIOS, BOBJIEUEHHE B MATOJOTMYECKUM MpoIece
MSATKUX TKaHel), HaOMt0aeTCsl HAIMYKMe KOCTHOTO MAaTPUKCA, YeTO HE OTMEYaeTCs
npu LI'KT'.

MBI TpoBENIM HMMMYHOTHCTOXHMMHUYECKOE HCCleoBaHne 16 IOCTYMHBIX
ciyyaeB LII'KI" ¢ antutenamu k G34W n K36M. Hu B ogHOM HaOIIO/I€HUH HE
OBLIO BBISIBIICHO MO3UTHUBHBIX PEAKIUU C TaHHBIMU AHTUTEJIAMH, YTO JIOKA3bIBAET
orcytctBue cpenu 3tux ciaydaeB ['KO u Xb. B ognom nHabmoaeHuu (Omyxoib
HUKHEN YeNIOCTH, MaJb4MK 7 jeT) Obuta BbIsiBIeHAa MyTanus R27R B 27 xonone
rena H3F3A. Opnako, B JaHHOM ciydae 3TO Obuia cuHOHMMHYHas (Silent-
MyTallusl, He MMPUBOJIAIIAS K 3aMEHE aMHUHOKHUCIIOTHI), KOTOpasi HE UMeJia HUKaKOIo
KIIMHUYECKOT0 3HaueHusi (YyUUTHIBAIIUCH TOJbKO Miscense-myTtanuu). [lanHoe
o0crosTenbCTBO cornacyercs ¢ ganHeiMu Flanagan u coast., uro LII'KI" u I'KO
SABJISIFOTCS TEHETUYECKU Pa3IMYHbIMU OonyXoJisamu, pu 3Tom I'KO He BcTpeuaercs
B UENIOCTSX M KOCTAX dYepemna y JeTeil, HeCMOTps Ha UX MOP(OJIOTrHYECKOe
CXOJICTBO.

Takum o6pazom, n0 3Tama MOP(OJTOTHUYECKOTO HCCIASIOBAHUS IHATrHO3
HI'KT 6b1 BeicTaBieH ToNbKO B 3 ciydasx (13,64%), 4To oTpakaeT HUBKUU
YPOBE€Hb OCBEIOMIICHHOCTH KIMHUYECKUX JIOKTOPOB M CIEHUAIHUCTOB JIy4EBOM
JIMAarHOCTUKHU B OTHOIIEHWU JAHHOTO 3a0ojieBaHuUsl. IHTEpEeCHO OTMETUTH, YTO B
KIIMHUYECKOM JuarHo3e B OOJbIIMHCTBE ciydaeB QurypupoBana ['KO (8

nanueHToB, 36,36%). lannsie mudpsl ropopart o runepanarnoctuke I'KO y nereit
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M OTCYTCTBUM OCO3HAHUS Ba)XHOCTH KOMIUIEKCHOTO YyueTra HHGOpMaluu O
MAlMEHTE, B YACTHOCTU PE€Yb HJET O TAKUX BAXKHBIX IMPU3HAKAX KaK BO3PacT H
JoKanu3anus nopaxenus. [Ipu ructonornueckomM ucciaeJ0BaHUK BaXXHO oOpaiaTh
BHUMaHUE Ha TO 4TO MopdonornyeckuM cyodctparom mnopaxkenuss npu LHTKT
SABJISIFOTCS.  BEPETEHOBHUJIHBIE  KIETKH, TUrAaHTCKAE MHOTOSIIEPHBIE  KJIETKHU
pacnoJiararoTcsl KJiaCTepaMu BOKPYT O4aroB FeMOpparui, OTCYTCTBYIOT IPU3HAKHU
aTUNNU, MUTOTUYECKAs aKTUBHOCTb HM3Kas WJIM HE ONPEACISETCS U HMEIOTCA
JENo3uThl reMocuaepuHa. [Ipu nmmyHorucroxummuyeckom uccnegosanuu B LII'KT
He onpenenaercsa skcrpeccuss G34W u K36M, a cekBenupoBanue no CeHrepy He

oOHapyxuBaeT myTanuii renoB H3F3A u H3F3B.

4.3 AveBpuzmajibHasi kKocTHas kucta (AKK).

Hamm nabmronenust mokazanu uro AKK uwaime BcTpeuaercss y nereid B
MeTapu3apHOU 30HE UIMHHBIX TpyOuaThix kocteil (61,33%), pexxe B KOPOTKHUX
TpyOUaThIx KocTsx kucted u cron (4%), miuockux koctax (17,33%). Ilopaxenue
MMO3BOHKOB BCTpETUJIOCH B 5 HaOmomeHusx (6,66%). Pacnpenenenune B
3aBUCHUMOCTH OT JIOKUIM3alluM TI0Ka3aHO Ha Pwuc. 26. Bo3pacT namueHTOB
BapbUPOBAI OT 2 10 18 neT, ¢ MMKOM MHUIHUAEHTHOCTH B iepuof ot 12 no 18 et —
38 nabmoaenuit (50,67%). B pe3ynbTaTe NpoBEIEHHOTO KOMILIEKCHOTO aHAIN3a,
nBa cinydas AKK w3 75 Obumn  nepexBanudunupoBanbl B Xb u
TEJIAHTUIKTATUYECKYIO OCTEOCAPKOMY.

Huddepenumansuas nuarnoctuka AKK mnpoBomutcs mpexae BCero ¢
Tenma"rudkraTudeckoit ocreocapkomoit, 'KO, III'KT', Xb u MO I/HO®.

TenanruskTaTueckKas 0OCTe0CapKoMa UMEET MHOTO OOIIUX XapaKTePUCTUK C
AKK, B 4YacTHOCTH, KIMHHUYECKHUE TMPOSBJICHUS, PEHTICHOJOTHYECKHE
XapaKTePUCTUKU, MAKPOCKOMUYECKHE OCOOECHHOCTH, a TAKXKE OUYECHb HAIIOMUHAET
AKK mnpu manom yBenumueHuu mukpockona (x40). OmHako, MpU TIIATEIBHOM
aHaJgu3e MOXHO OOHApYXXHUTh, YTO TEJAHTUIKTATHYECKash OCTEOCapKoMa HMeEeT
OoJjiee arpeccMBHOE KIMHUYECKOe moBefeHue. [Ipu olleHKe AaHHBIX JIy4yeBOU

AUATrHOCTHKH BbIABIAIOTCA OYCBUIHLBIC IIPHU3HAKH JIOKAJIbHOM arp€CCUBHOCTH
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nporecca (pa3pylieHue KOPTUKAIBHOTO CJOSi Ha OOJIBIIOM MPOTSKEHUH,
MepuoCTaibHas peakiusi NpepbIBUCTas MO TUMy Ko3blpbka Koaman wunu
CIIUKYJIOOOpa3Has,  HWHOTJa  OYaroBbld  «OOJAKOBUAHBIN»  WHOUIBTpAT,
CBUJIETEJIbCTBYIOIIUN O MPOIYKIIMU OMyXOJbI0 KOCTHOTO Matpukca). [Ipu ananuse
TUCTOJIOTUYECKOW KapTUHBI, TOMUMO MHOKECTBEHHBIX KHCTO3HBIX MOJIOCTEH Kak
npu AKK, oOpaimiaer Ha ce0s BHUMaHHE, YTO OIYXOJIb IUIOXO OrpaHUYeHa OT
OKPY’KaIOIUX TKaHEW, C TMpU3HAKAMU HMHBA3UBHOIO pocTa. J[0CTaTOYHO JErko
OOHApYXUBAIOTCSI ~ NPU3HAKK  KJIETOYHOM  aTUNUU W [oauMopduszma
HEOIJTACTUYECKUX KIETOK. MUTOTHYECKass aKTUBHOCTb, KaK IMPaBWJIO, OYEHb
BBICOKAas, B TOM 4YHCJE, 3a CUYE€T MHOTOYMCICHHBIX MaTOJOTHYECKHUX
MYJIBTUIIOISAPHBIX (POpM. MOTYT BBISIBIASITHCS O4ard HEKPOTUUYECKUX H3MEHEHUU
onyxonu. Omun w3 Hamux 75 ciydaeB AKK Obu1 nmepexkBamuduiupoBaH B
TENAHTUIKTATUYECKYI0 OCTEOCAPKOMY Ha OCHOBAaHUM TOTO 4YTO MPU KaxkKIOM
MOCJEAYIONIEM JTOKAIbHOM PELMINBE, TUCTOJIOTHYECKAs KapTHUHA CTAHOBUJIACh BCE
OoJjiee «arpeccUBHON» (HapacTaHME MHUTOTHYECKOM AaKTHUBHOCTH, MOSIBJICHUE
KPYIHBIX KJETOK C MNpU3HAKAMHU ATUIUU, YBEIWYEHHUE KOJIMYECTBA TUTAHTCKHUX
MHoOrosiiepHbix kietok). [Ipu KT-uccrnenoBanuu yerkux ObUio 0OHApY>KEHO JBa
COJIMJIHBIX METacCTaTUYeCKUX odara pazmepom 10 0,5 u 0,7 cM 1uaMeTpoM.

['KO Bctpeuaercss B Oosiee cTapmiudx Bo3pacTHbIX rpynmnax (3-5 nekana
KU3HM), MPU 3aKPHITHIX 30HAX pocTa (3peliblii ckeneT). B Hammx HaOII0JeHUsIX Mbl
He Bcrpetwin ciydaeB ['KO y gereid mmaagme 13 ner. Yame mokanusyercs B
MeTapu3apHO-3MUPU3APHONA 30HE UIMHHBIX TPYOUyaThIX KOCTEH B BHJE ILIOXO
OTPAaHUYEHHOTO JUTUYECKOTO OYara ¢ 4YaCThIM pa3pylIEHUEM KOPTUKAIBHOTO CIIOs
Y BOBJICYEHUEM B MATOJIOTHYECKUI MPOIECC MPUICKAIINX MATKUX TKaHEH, 4TO He
xapaktepHo i1 AKK. IIpu rucronormueckom uccinenoBanuun ['KO cocrout us
JIBYX KJIETOYHBIX KOMIIOHEHTOB: MOHOHYKJIEApHOTO M TUTraHTokjJeTouHoro. [lpu
TUMUYHOU TUCTOJOTHMYECKON KapTHHE B KOMIUIEKCE C BBINICTIEPEUHUCICHHBIMU
JAHHBIMH, HE BBI3BIBAET KaKUX-THMOO CIOXKHOCTEH B auddepeHuaaIbHOu
muarHoctuke. Onnako, 'KO yacto conpoBokIaeTcsi KUCTO3HBIMU M3MEHEHUSIMU

(Bropuunass AKK), a npu nokamuzanuMu B JUIMHHBIX TpyOdaThIX KOCTSX,
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MOHOHYKJI€apHBIH KOMITOHEHT MecTaMu MOXET BBITJISIACTH Kak
BEPETCHOKJIETOUHBIA, YTO BBHI3BIBAET JAMArHOCTUYECKHUE CIIOXKHOCTU. B Takmx
CUTyallusIX KpOME KOMIUIEKCa BCE€X IMPOYMX MPU3HAKOB MOXKET MOMOYb
oOHapyxenue mnepectpoiiku USP6 rena (xapakrepuno s AKK). Ilpu
UMMYyHOTUCTOXUMUYEeCKOM  uccienoBanun B AKK He oOHapyxuBaercs
skcnpeccuss G34W, npu cexkBeHupoBaHuU N0 CEHrepy He BBIABISIOTCS MyTallds
rena H3F3A (xapakrepuo mist I'KO).

Comunnbiii Bapuant AKK u ruranToksieTouHas rpanyieMa (B TOM YHCIE,
HI'KT) MHOTMMEU aBTOpaMu paccMaTpHUBAIOTCS Kak aOCOTIOTHBIE CHHOHUMBI, Tak
KaKk HE CYIIECTBOBAJIO palbOT, TMO3BOJSIONIMX OOHAPYXKUTh KaKue-Iuoo
muddepeHnuanbaple npusHaku. CUHUTaNoCh, YTO THTAHTOKJIETOYHAs] TpaHyJeMa
Yalie BCTPEYACTCS B YEIIOCTAX M MEJKUX KOCTIX Kucted u cromn. B 2014 rony
Narasimhan P Agaram et al. uccinemoBamu AKK u T'MTraHTOKIETOYHYIO
pemnapaTuBHy0 rpaHyieMy Ha npeamer nepectpoiiku USP6 rena [21]. bsuio
OOHApYX EHO, UTO MOPAKEHUSI MEJIKUX KOCTEH KUCTEH U CTOI UMEET MEepPecTpoiKy
USP6 rena, a HI'KI' ¢ mopakeHueM 4eIrOCTHBIX KOCTEN HET. bl clienan BRIBOJ,
YTO TMOpaXEHUs KOCTeM KUCTEH U CTON CIEeAyeT IMepeKBaIu(GuIupoBaTh B
comunnbiii Bapuant AKK. B cBoto ouepens, nokanuzanus LII'KI crana eme 6omnee
OTPaHWYEHHOU (BEPXHSS W HUXKHSSA YENIOCTh). TakuM 00pa3om, €IMHCTBEHHBIN
crioco6 otnuuutTh conuaubiii Bapuant AKK ot HI'’KT' — »T0 murtoreneruyeckoe
HCCIIEI0BaHNUE Ha MpeaMeT nepectporiku reHa USP6.

Xb y nereit B OONBIIMHCTBE CIy4YaeB JIOKAIU3yeTCa B 3Mu(U3aX JITMHHBIX
TpyOuarbix koctelt (92,3% Ha Hamem martepuane), B To Bpemsi kak AKK B 3one
MeTapu3oB TpyOuaThix KocTei. [lpu aHanmm3ze MaHHBIX WHCTPYMEHTAIbHOU
JMATHOCTUKH MOXHO OTMETHUTh, uTO 1711 Xb He XapakTepHO «B3yBaHHUE» KOCTHU U
CENTUPOBAHHOCTh, KpoMe Toro, mnpu Xb oOHapyxuBaeTrcs HEPaBHOMEPHO
pacnpenenstomuiics Marpuke (AKK — gutmdeckoe o6pazoBanue). Ilpu
TUCTOJIOTUYECKOM HcciaeAoBaHUU Xb COCTOUT U3 OKPYIJIBIX U OBAJIBHBIX KJIETOK, B

apax KOTOPBIX ompenenseTcs MPOJOJbHAS 0opo3aka. [Ipu
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MMMYHOTMCTOXMMHYECKOM HCCIIENOBaHUN oTMedaercs skcnpeccus K36M, B AKK
JaHHOW peaklMy He 0OHApyKUBAETCA.

HO®/M®J] uyacto BcTpewaeTcss y JeTel U TMOAPOCTKOB B  BHUJIE
KOPTUKAJIBHOTO YETKO OTPAHUYEHHOIO JIMTUYECKOIO OYara, JOKaJINU3yeTCs B 30HE
MeTapu30B JJIUHHBIX TPyOUaThIX KOCTEH (MoaBistoniee OOJbITUHCTBO CIy4aeB —
JUIMHHBIE TpyOuaTblie KOCTH, 0Opa3yroliue KoJIeHHbI cycTaB). MHOrAa comepKut
KUCTO3HBIM KOMIIOHEHT 1o Tuny BropuyHod AKK. IIpum sToM, BbIsSBISIETCA
BEPETEHOKJIETOYHbI MTOpU(OPMHBIA KOMIIOHEHT. Kietku 0e3 mnpu3HakoB
aTUMNU, MUTOTUYECKAss aKTUBHOCTh HU3Kas WM He BbiiBisercs. [loutn Bcerma
BUJIHBI KJIACTEPHI KPYMHBIX KCAHTOMHBIX KJIETOK, a TaKXe remocuaepodaru, 4ro
ITO3BOJIIET OCTABUTD TUATHO3.

MBI npoBenM MMMYHOTHCTOXMMHMYECKOE MCCIENOBAaHUE C AHTUTENAMU K
G34W u K36M B 46 cnyuasx AKK y gereil. Bo Bcex citydasx He ObLJIO OTMEYEHO
no3utuBHOM peakuuu ¢ G34W. B 45 nabmogenusx skcnpeccun K36M takke He
BbIsIBIEHO. OpHako, B 1 HaOmomeHnu y mnanueHta 14 JeT ¢ KHCTO3HBIM
MopakeHUEM ISITOYHON KOCTH ObLIa ModydeHa no3utuBHas peakius ¢ K36M. [pu
IIOBTOPHOM aHAJM3€ M NEPECMOTPE THUCTOJOTMYECKOTO MATEpHAa Yy JAHHOIO
NAlMEHTa B CENTaxX, pa3AesIOIUX MOJOCTH ObUIH BBISIBJIEHBI YYACTKU, COCTOSILINE
U3 KJIETOK ¢ Mopdosorueit xoHapobiactoB. JluarHo3 B JaHHOM ciydae ObLI
u3MeHeH Ha Xb ¢ nmpeoOnagaHreM KUCTO3HOIO KOMIIOHEHTA MO THUILY BTOPUYHOU
AKK.

B 10 cnyyasx y mauuentoB ¢ AKK Obputo mpoBeeHO CEKBEHUPOBAHHE IO
Cenrepy. B 4 mnaGmioneHusix wartepuan okaszajicsi HeuHPoOpMaTUBHBIM. B
OCTQJIbHBIX CHy4YasX ObUT BBISIBICEH JUKUN TUI B Pa3IMYHBIX KOJOHAX TI'E€HOB
H3F3A u H3F3B. IlpuueMm, B maHHyl Tpynmy ObUIM BKIIOYEHBI 3 ciyyas ¢
comuanbiM BapuantoM AKK, mopdonorudeckas kapTuHa KOTOPBIX OUY€Hb CXOJIHA
¢ apyrumu ['KII, B wactHocTu ¢ I'KO.

B 4 cayuasx AKK Owmo npoeneHo FISH-uccnenoBanue Ha mnpeamer
BBISIBJICHUSI XapakTepHoM mnepectpoiiku reHa USP6. Bo Bcex wuccinemoBaHHBIX

cilyyasx JaHHas nepectpoiika Obuia oOHapyxkeHa (Puc. 36, 37). Untepecen daxr,
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YTO B S/Ipax TUTAHTCKUX MHOTOSJIEPHBIX KJIeTKax mnepectpoiika reHa USP6 e
BBISIBJICHA, UTO COTJIACYETCs C JAaHHBIMU APYTHUX HccaenoBareneit [47].

Takum oOpazom, AKK 3T0 onHa M3 caMbIX 4acThX J10OPOKAYECTBEHHBIX
OMyXOJIeW KOCTEH y AeTer, cocTaBisieT 7,32% cpeau BceX OMyXOJed KOCTEH U
37,62% cpenn I'KII kocreit y nerer. Knuauueckuit nuarno3 AKK no srama
MOP(OIOTUYECKOTO UCCIEOBAaHUS ObLT BBICTABJIEH TOJBKO B 27,76% ciydaeB. B
16,43% B xnuHuueckoMm auarnosze ¢gurypuponana I'KO. IIpu mopdomorudueckom
UCCIIEIOBAaHUM CIIeIyeT 00palllaTh BHUMAaHUE HA HAIMYUE KUCTO3HOTO KOMITOHEHTA
(92,21%), npeoOnagaHue B cenTax BEPETEHOBUIHBIX (HUOPOOIACTONOTOOHBIX
KJIETOK u OTCYTCTBUE MIPU3HAKOB KJIETOYHOM aTUIIUU. [Ipu
MMMYHOTUCTOXUMUYeCKoM  uccienoBanun B AKK He  oOHapykuBaeTcs
skcrnpeccuu ¢ anturenamMu k G34W u K36M, npu cekBeHupoBanuu no CeHrepy
He BbIABIIAIOTCA MyTaunu reHoB H3F3A n H3F3B. BaxxHeiM npr3HakoM sBIISIETCS
Hanmune nepectpoitku rena USP6 B 70% ciyuaeB nepsuunoid AKK mo ganHbIM

nurteparypsl [15].

4.4 Xonapobaacroma (Xb).

[To Hammm nanHeM Xb BCcTpedaeTcs peako u coctaBiseT 2,7% cpenu Bcex
omyxoneil koctert y nerer u 13,91% cpenqu TI'KIl. B OGonbmuHCTBE ciydaeB
JOKanu3yeTcss B 3NnU(U3ax IIUHHBIX TpyOuarbix kocted (92,3% Ha Hamem
Marepuare).

Huddepenumansuas nuarnoctuka npu Xb mpooautcs ¢ 'KO, HI'KT,
AKK, MOJI/HO® u KO (BapuanT OoOraTblii THUTAaHTCKMMH MHOTOSIIEPHBIMU
KJIETKaMH).

['KO BcTpewaeTcss B CTapIIMX BO3PACTHBIX TpyIax (Ha BTOPOM U TPEThEM
JECATUIIETUH >KU3HM), KOTJla 3aKpbIThl 30HBI pocTa. I[Ipu peHTreHosorunyecKkoM
uccnenqoBannn  I'KO  umeer  wmertaduzapHo-3nupU3apHYI0  JIOKAIU3AIHIO,
MpECTaBIICHA JINTHYECKUM OYaroM, 4acTo ¢ pa3pylIeHUEeM KOPTUKAIBHOTO CIOS U
BOBJICUCHHEM B MATOJIOTMYECKUM MPOIECC MPUISKAIINX MITKUX TKaHEW, 4TO He

xapaktepHo mna Xb. Ilpu rucronornueckom uccnepoBannu ['KO cocrout us
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MOHOHYKJIEAPHBIX KJIETOK M THUTAHTCKUX MHOTOSIIEPHBIX KJIETOK, MPUYEM sApa
000MX  KJETOYHBIX KOMIIOHEHTOB  aHAJOTUYHBI 1O  MOP(OIOTHUYECKUM
xapakrtepuctukaM. Ilpu Xb ruranTckre MHOTOSIIEPHBIE KIETKU PACIIOIAararoTCs
HEpPAaBHOMEPHO, MEHbIMX pa3MepoB, yeM mpu ['KO. Takue mopdonoruueckue
MPU3HAKA KaK XOHJPOUIHBI MaTpPUKC, MEPULEUIIONSpHAs KadblUupUKaAUs u
MPOJOJbHBIE OOPO3JIKM B SiApaxX HEOIJIACTUYECKUX KIETOK XapaKTEPHBI TOJBKO
1 Xb. IIpy MMMYHOTMCTOXMMHYECKOM HCCIEIOBAHUM B MOHOHYKJIEAPHBIX
kietkax ['KO He obHapyxkuBaetcs skcnpeccusi K36M, a npu ceKBeHHUPOBAHUU 110
Cenrepy Het myTtanuu B rene H3F3B.

AKK TOXE CONEpKUT TMTaHTOKJIECTOYHBIA KOMIIOHEHT, NMPUYEM B TPETHU
CIIy4aeB TaK)K€ MOXHO BBISIBUTh HEXHYIO 0a3zo(uibpHyto Kanbludukanuio (blue
bone). Onnaxo, B otiinune ot Xb, AKK uare odHapykuBaeTcs B 30He MeTadusa u
HE paclpocTpaHseTcs Ha 3MU(U3, «B3IYyBA€T» KOCTh, BBIXOJS 3a €€ HOPMaJIbHbIC
AHATOMHUYECKUE TPAaHULBI, UMEET YPOBHU KUIAKOCTH mnpu MPT-nuccinenoBanum.
Cienyer BHMMATEIbHO OTHOCHUTBCA K CiydasiM BbIsiBIieHUs npuzHakoB AKK ¢
snudu3zapHoO JTOKaIM3alKuel, Tak KaK JaHHble HaX0AKu MOTyT ckpbiBaTh Xb. Ilpu
nuroreHetnyeckoM uccnegoBanuu nepsuyHas AKK umeer mepectpoiiky USP6
reHa B 70% HaOnroaeHu.

M®/I/HO® B otnuuue ot Xb Bcerna nokanusyercst B MeTaguzax JUIMHHBIX
TpyOUaThIX KOCTEH U pacnoiaraercs KopTukaibHo. [Ipu 6onbmux pazmepax HOD
BO3MOKHO BTOPUYHOE PACIpPOCTPAHEHUE OIMYXOJU B MELYJUISIPHOM HANpPAaBICHUMU.
[Ipy rUCTONOTHYECKOM UCCIEIOBAHUM OOHAPYKUBAECTCS BEPETEHOKIETOUHBIN
KOMITOHEHT C KJIaCTepaMU KCAHTOMHBIX KJIETOK M JIENO3UThI remocunepuna. [Ipu
MMMYHOTUCTOXUMUYECcKOoM uccieaoBanuu B MOJI/HO® He BwisIBAsIETCS peakuu
¢ K36M.

s KO xapakTepHO mopaxeHue MeTau3oB ¢ arpeCCUBHBIMU JIOKATbHBIMU
PEHTIEHOJIOTUYECKUMHU XapaKTepPUCTUKAMU (pa3pyllieHue KOPTUKAIBHOTO CIIOS C
BOBJICUCHHEM B TMATOJIOTMYECKUH MPOIECC MSATKUX TKaHEW), a TakKe HaJudueM

MPU3HAKOB KJIIETOYHOW aTUMUU W BBICOKOM MHUTOTHYECKOM AKTHUBHOCTHIO IIpHU
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MOP(OJOTUYECKOM HCCIEOBAaHUU, OTCYTCTBUEM 3kcnpeccun K36M u myranuu
H3F3B.

N3 26 cnywaeB Xb poctynHbIX mig aHanu3a, B 21 ObUIO BBINOJIHEHO
MMMYHOTMCTOXUMHYECKOE uccaenoBanne ¢ anturenamu k G34W n K36M.
[TosutuBHOU peakuuu ¢ G34W He BBIABIECHO HU B OJHOM CJIy4ae, 4TO MO3BOJIUIIO
npoBectu auddepenimansuyo auardoctuky ¢ ['KO. Okcnpeccus K36M Ha
KJIETKaX OMyXoJdu oOHapyxkeHa B 20 HaOMOAEeHHSIX. Y OJHOTO MalMueHTa 9 Jer ¢
MOPAXCHUEM JIEBOM IUIEUEBOM KOCTHM oOTpularenapbHas peakuus ¢ K36M
Koppenupyer ¢ otcyrctBueM MyTanui reHa H3F3B (cexkBenupoBaHue 10
Cenrepy). B 1aHHOM cioydyae OPUMEHSUINCh  arpecCUBHBIE  METOAMKHU
JNEKAIBIIMHALIMA, B  pe3yJbTare Yero MOXKHO  IIPEIIOJNOXKHUTh  yTparTy
MMMYHOPEAaKTUBHOCTH TaHHOTO MaTepHuaa.

B 16 na6mionenusx Xb Obl1o mpoBeneHo cekBeHupoBaHue no CeHrepy.
[Ipu sTOoM, B 2 cimyvasix matepuan Obul HeMHPopMaTUBHBIM. B 8 u3 14 ciyyaes
(57,14%) Obuia BeisiBneHa mytanusi B 37 komone rena H3F3B (Tabn. 13). B
OCTaNIbHBIX 6 ciyyasx XapakTepHas MyTauus He oOHapykeHa. OgHako, B 4
ClIy4dasx IpHu OTCYTCTBHH MyTauuu reHa H3F3B, nmpy mMMyHOTHCTOXMMHYECKOM
uccinenoBaHun  Obula  BbIsIBIIEHA dkchpeccus K36M, B ogHom  ciyuae
MMMYHOTHCTOXUMHUYECKOE HCCIEIOBAHUE IPOBECTH HE YyAAIOCh (MaTepual
yTpaueH). BeposTHO, 1aHHOE 00CTOATENBCTBO MOXKHO OOBSICHUTH MaJIbiM 00bEMOM
OMOICUIHOIO Marepuana B 3THX HAOMIOACHUSAX M IMONAJaHUEM «HOPMaIbHOI
TKaHu ¢ orcyrctBueM Mytanun K36M B kierkax. OTCYTCTBHE 3KCIPECCHU
ructoHoBoro 6enka K36M u myranun H3F3B y ognoro u3 nauuentoB ¢ Xb neBoi
IJIEYEBOM KOCTU MOJKET OBITh CBS3aHO C NMPHUMEHEHHEM arpecCUBHBIX METOJ/IOB
NEKAIBIIMHAIMA M MW3HAYAIBHO  CHWXKEHHOM  HMMMYHOPEAKTHBHOCTBIO
HCCIIEIOBAHHOIO MaTepHaa.

Takum o6pazoMm, Xb »3T0 n00poKadyecTBEHHAas OMyXOJb C MHKOM
MHIIUJAEHTHOCTH B mepuoa oT 12 mo 18 jer, koTopas daiie mopakaeT AMUQHU3BI
JUIMHHBIX TPyOUaThIX KOCTEH U BcTpeuaeTcs B 2,7% cpeau Bcex OIMyXxoJieid KocTeu

y nereit. Knuanveckuit nuarno3 Xb g0 stana Mop¢oioru4eckoro ucciaeqoBaHuUs
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Obu1 BeICTaBieH B 13 ciuyyasx (48,14%). OcHoBHbIMH MOPGOIOTHUYECKUMU
xapakTepuctTukaMu Xb SBISIOTCS LHMTOJOTHYECKHUE XapPaAKTEPUCTUKH KIIETOK
omyxonu (OBaJibHBIE KJETKH, MpPOJOJibHas Oopo3Aaka B  siApE), 30HBI
nepuuerIonsapuoro  oos3BecTBieHuss  (chicken  wire),  XoHapOUIHBIN
MEKKJIETOUHBIA MAaTPUKC, HU3KAs WJIM YMEPEHHAs] MUTOTHYECKasi aKTUBHOCTD. [1pu
MMMYHOTUCTOXMMHUYECKOM UCCIEJOBAaHUM XapakTepHa odkcapeccuss K36M
(smepHBI JIOKYC), TpU CeKBeHUpoBaHUM Mo CeHrepy OOHapy>KMBaeTCsl MyTallus
rena H3F3B. B nammx HaOmoneHMsIX AaHHas MyTauus BblsiBieHa B 57,14%
ciyyaeB. [lo nmaHHBIM JuTEpaTypbl UYYBCTBUTEIBHOCTh CEKBEHHMPOBAHUS IO
Cenrepy Marepuana u3 napadUHOBBIX 0JIOKOB HIKE yeM
MMMYHOTUCTOXMMHYECKOTO MCCIE0BaHusA, U coctasiser nopsaka 70% [140].
[Ipu 3TOM, YacTh MCCIIEOBAHHOTO HAMU MaTepuasa COCTABUIN KOHCYJIbTaTUBHbBIC
cllydyad W3 JPYTrUX JIe4eOHBIX YUpPEKJIECHUM, U BO3MOXKHO, HUMEIU MECTO
MOTPEIIHOCTA Ha JTanax THUCTOJIOTHYECKOr0 TMPOUECCHHTa  (IIUTeNbHAas

ACKaJIbIWHAIKA B arpCCCUBHBIX KI/ICJ'IOTaX).

4.5 Meradpuszapubiii ¢uopo3nbiii gedpexr / Heoccupuuupyromas
¢pudpoma MDA/ HOD).

AHanu3 coOcTBeHHOro Mmatepuana nokazai, yto MOJ/HO®D sasnsercs
OJIHUM H3 CaMbIX YAaCTBIX MMOPAXEHUM KOCTeH y JeTed M HMEET THUIIMYHbIC
PEHTIEeHOJIOTUYECKUE XapaKTepUCTUKH, oApoOHO onucanublie eme Ritschl P. et al.
[14] B 1988 romy. B mnopmamistomem OonbmiuHcTBe ciaydaeB MOJI/HOD
perpeccupyetr co BpeMeHeM M OecClIeIHO Hcue3aeT 0e3 KaKuxX-In0o BpauyeOHBIX
MaHunysiquid. Tem He MeHee, B HalUX HAOMIOACHUSAX aOCOIIOTHO BCEM
nanureHTaM ObLIO BBIMOJIHEHO XUPYPrUYECKOE BMEIIATENbCTBO (Yallle, KIOPETTaxK),
YTO CBUJIETEILCTBYET O HHU3KOM OCBEJIOMJICHHOCTH CHELUAIMCTOB JIy4yeBOU
JMATHOCTUKH, XUPYProB U MaTOJIOTOAHATOMOB B OTHOIICHUU JIaHHOW MATOJIOTUU Y
netedt. JlanHoe mnopakeHUEe OOJBIIMHCTBOM aBTOPOB OTHECEHO K TpyMNe Tak

Ha3bIBaeMbIX «leave me alone lesions» [9].
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M®JI/HOD peructpupoBanack B 5,51% cpeau Bcex omyxoJied KOCTed y
nereit, u B 28,35% cpenu rpynnstl I'KII nmo Hammm HaOIr01€HUSIM.

Huddepennmanbuyo auarHoctuky cieayetr npooauth ¢ ['KO, HI'KT,
AKK u Xb.

['KO B ommmune or MODA/HO®D obOHapyxuBaeTcs B MeTapU3NPHO-
MeTagu3apHO 30HE, pa3pyllaeT KOPTUKAIbHBIA CJIOM, HMMEET TEHACHIUIO K
JOKAIBHOMY arpecCMBHOMY MOBEICHUIO. lIpy rUCTOIOrMYecKOM HCCIIEeI0BaHUU
OCHOBHBIM MopdoiiorudeckuM KoMmMrnoHeHToM ['KO sBISIIOTCSI MOHOHYKJI€apHbIE
KJIETKH OBaJdbHOM GopMbl, snpa MoHoHykjJeapoB B ['KO wuaeHTHYHBI 1O
MOpPGOJIOTHH SiIpaM MHOTOSJIEPHBIX OCTEOKIACTONOA0OOHBIX KieTok [17]. OnHako,
B Buy Toro uro npu ['KO MoxkeT BCTpeuaTbCsi BEPETEHOKIETOYHbBIN KOMITOHEHT,
IpA OTCYTCTBUM KOMIUIEKCHOTO aHAJIM3a JOKAJIHU3alMU OIYXOJIW M JaHHBIX
JAy4eBOM  JAMArHOCTHKH,  [ATOJOTOAHATOMOM  MOTYT  OBITh  JIOMYIICHBI
quarHoctudyeckre omuOku. Ilp HMMMYyHOTHCTOXMMHYECKOM HUCCIEJOBAHUU
BepeTeHoBUAHBIE KIeTkU npu MDJI/HOD ue skcnipeccupyror G34W, B otinuuue
ot I'KO.

HI'KT B ornuuune or M®OJ/HO® wumeer apyryro JIOKaIM3alUIO — B
YEIIOCTAX M KOCTAX 4yepena. [Ipy OTCYyTCTBUM KOMIUJIEKCHOIO —aHaiIu3a
KIIMHUYECKOW HWH(OpMalUK TMpPU TUCTOJOTHMUYECKOM  HCCIEIOBAaHUU  ITHUX
o0pa3oBaHUl MMATOJOTOAHATOMOM MOTYT OBITh JIOMYHIEHBl JAHArHOCTUYECKHUE
ommoOKH, Tak Kak mMopdonornueckas kaptuaa MOJI/HO® u LI'KI" moxeT OBITH
CXOJHOM.

Penxo BcTpeuaeTcs CONMMAHBIA BapUAHT AHEBPU3MAIBHOM KOCTHOM KHCTBI
(AKK). Yame nokamu3yercs B JUIMHHBIX TpyOuaThix KocTsax. [lpu
peHTreHojiorndeckom ucciaenoBannu AKK, kak npaBuio, B BHUJIE JIMTHUYECKOTO
odara, XOpOIIO OrpaHWY€Ha, YacTO BBIXOJAUT 3a HOPMAaJbHbICE AHATOMUYECKHE
MpeJIeNibl KOCTH, UHOT/A YETKasl TPaHUIa C MITKOTKAHHBIM KOMIIOHEHTOM MOJKET
yTpauuBaTbcs. lIpy THMCTONOTMYECKOM HCCIEJOBAHMM HET  BBIPAXKEHHOIO

mropupopmHoro  marrepHa kak npu MOJ/HOD, obHapyxuBaroTCs
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MHOXECTBEHHbIE ()OKYChl PEaKTUBHOTO OCTeoreHe3a (woven bone). B nepBuunoi
AKK oOnapyxusaetcs t(16;17) c nepectpoiikoit UPS6 rena.

Huddepennmansuas auarHoctuka ¢ Xb He BBI3BIBaCT 3aTpyAHEHUN MpHU
KOMILJIEKCHOM aHanuse KJIMHUYECKOU uHpopMaIuu. IIpu
MMMYHOTUCTOXMMHYECKOM HCCIIEIOBAHUM B HEOIUIACTUYECKUX KieTkax Xb
BBIABJISIETCS MO3UTUBHAs peakius ¢ K36M (saepHblil JIOKYC), 4ero HUKOTJa He
oviBaeT npu MODJ/HO®. Ilpu cexBenupoBanun 10 Cenrepy B Xb
oOHapysxuBaeTcst myTauus B rene H3F3B.

B 42 caywasx MOJ/HOD Obu10 mpoBEAEHO HUMMYHOTHCTOXHMMHUYECKOE
uccnenoBanne c¢ Oenkamu G34W u K36M. Ilo3utuBHBIX peakuuii He ObLIO
MOJIy4Y€HO HU B OJHOM HaOII0/IeHUU. JlaHHbIe pe3yJIbTaThl MO3BOJSIOT JOCTOBEPHO
uckimouuth ['KO u Xb cpenu aTux HaOMI0eHUH.

Takum o6pazom, M®DJI/HOD® o6HapykuBaeTcs B KOPTUKAJILHOM CIIO€
MeTapu30B JJIMHHBIX TPYOUATHIX KOCTEH W yalle B BO3pacTHOU rpymnme oT 12 go
18 ner (60%) wuMeeT XxapakTepHble TMPU3HAKU TMPU PEHTTEHOJIOTHYECKOM
uccnenoBanu U MPT, B monapisionieM OOJBIIMHCTBE CIy4aeB HE TpeOyer
xupyprudeckoro seuenus. [Ipu srom knuanyeckuit quarno3 MOJI/HO® no sramna
MOP(OJIOTUYECKOTO HCCIIEIOBaHUSI ObLI BBICTABJIEH TOJBKO y 9 MallMeHTOB
(16,36%), uTo  HampsAMYyK  CBUIECTEIbCTBOBAIO O  HU3KOM  YPOBHE
OCBEJIOMJICHHOCTH O JTaHHOM maTonoruu. [Ipu rucToIOrnyeckoM HUCCIeI0BaHUU
COCTOUT M3 BBITSHYTHIX (HrOpPOOIACTONONOOHBIX KIETOK 0€3 MPU3HAKOB aTUIIWU,
KJIACTEPOB  KCAHTOMHBIX  KJIETOK M  JENO3UTOB Tremocuuaepuna. llpu

HMMYHOTHCTOXUMHWYCCKOM HCCIICIOBAHUN OTCYTCTBYCT pPCaKIHA C aHTHTCIIaMHU K

G34W n K36M.

4.6 Kinaccuueckas ocreocapkoma (KQ), rHraHTOK/1I€TOYHbI BAPUAHT.

Cpenu 178 cmywaeB ocrteocapkoMm y gered u 154 naGmiogenuit KO,
TUTAHTOKJIETOYHBI BApHAHT BCTPETUJICA TOJBKO y OJHOM NANMEHTKH, YTO
CBUJAECTEIBCTBYET O PEIKOCTH JaHHOTO THUCTOJIOTUYECKOIO BaphaHTa W

O6YCJ'IOBJ'II/IBaeT 3HAYUTCIBbHBIC CIIOKHOCTH €I'0 JUArHOCTHUKH.
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HuddepeniuanpHas IMarHOCTHKA TUTAHTOKJIETOYHOTO Bapuanta KO Moxer
OCHOBBIBATbCSI Ha HaJIuW4Yuu kKanoO (Hapacrawomniue OoJeBble OILIYIICHUS,
yBeIMUEHHE O00beMa TOPAKEHHOM 30HBI, OTEK), TMPU3HAKOB JIOKAJIBHOM
arpeCCUBHOCTU MPU MHCTPYMEHTAJIbHBIX METOJAX HUCCIeNOoBaHUs (pa3pylIieHUe
KOPTHKAJIBHOTO CJIOS, BOBJICYCHHE B MATOJOTHYECKHH IIPOIECC MPUIISKAITUX
MSITKUX TKaHel). BBIABIAIOTCA TpU3HAKKM aTHUIHUM TPpH  MOPGHOIOTHIECKOM
UCCIIEIOBAHUM, BBICOKAsSi MUTOTHUYECKAs AKTUBHOCTh, YYacCTKH (POPMHUpPOBaHUS
MaToJI0OTUYECKOro ocreouna). llpy HMMMYyHOTHMCTOXMMHUYECKOM HCCIIEAOBAaHUU

OTCYTCTBYIOT peakunu ¢ G34W u K36M.

4.7 I'MraHTOKJIETOUYHBbIE MMOPaAKCHUA KOCTel B pPaMKax CHHAPOMOB

(xepyBu3M, cuapom Appe-Kamnanauu).

4.7.1 XepyBusm.

Jlnarno3 «xepyBU3M» MPU KOMIUIEKCHOM HCCJIEAOBaHUU ObUI BBICTaBIEH
HaMHM y YEThIpEX MAaIMEHTOB MPU YCJIOBUU MHOXECTBEHHOTO CUMMETPUYHOTO
MOpaXeHUsT BEpXHEW U HUXKHEU YeNtocTH, MOPQOJOTHYECKUM cyOcTpaToM
kotoporo Osma [I'KI. Kakx mnpaBuio, nOpu KOMIUIEKCHOM aHalIW3e U
COTNOCTABJICHUU KIWHUYECKONW HHGOPMAIUU, HWHCTPYMEHTAJIbHBIX METOJIOB
TUarHOCTUKHM (peHTreHoBckoe wucciegoBanue, KT/MPT) wu comocraBieHnun
nociaeaHux ¢ Mopdonornyeckoit kaptuHoit 3aboneanus (L{I'KT), Bcerna ygaercs
BBICTaBUTh JAHHBIN JUATHO3.

Juddepennmanbuplii 1MarHo3 HE MPEJICTABISIET CI0XKHOCTEH MpHU YCIOBUU
KOMIUIEKCHOTO  aHajdu3a  KIMHUYEeCKOW  uH(OpMaluu, JOKalu3aluu WU
CUMMETPUYHOCTU mopaxeHus. Mopdonoruueckas kaptuHa ugeHtuyHa [[I'KT.
IIpr IMMYHOTHCTOXHMHYECKOM HMCCIIENOBAHUMN HE BBIABISIETCA dKcpeccnus G34W

n K36M.
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4.7.2 Cunapom Adde-Kammanaumn.

Cunnpom Adde-Kamnanauu — penkoe 3a0oneBaHue, XapaKTEPHU3YIOIIEECs
MHOXECTBEHHbIM TopaxkeHueM koctedt (HO®D), marnamu Ha koxke (café-au-lait
spots), yalle B COUETaHUU C KIMHUYECKUMU MPOSBICHUSIMU HelpopudpomaTosa 1
tuna [9; 115]. B pamkax naHHOW pa®oOThl Mbl HAOJNIOAANM OAHOTO TMAITUEHTA C
cungpomom Adde-Kamnanaun.

CnoXHOCTH JUArHOCTUKH 3aKJIIOYaIUCh B PEAKOCTH JAHHOW MATOJIOTHU,
OTCYTCTBUU KOMIUIEKCHOTO aHaiu3a (aHaMHEe3, BO3pacT MalMeHTa, OCOOEHHOCTHU
OLICHKM WHCTPYMEHTAJIbHBIX JAHHBIX U COIMNOCTABJICHUU HTUX NPU3HAKOB C
MopdooruYecko KapTUHOW 3a0osieBaHus). B 1JaHHOM cilyyae BBISICHEHUE
aHaMHe3a T[O3BOJIJIO 3aloJ03PUTh HACIEJICTBEHHBIM XapakTep NaTOJIOTUU
(kmuHUYecKue MposiBlieHHs HeWpoduOpomaTosza 1 Tuma y Marepu B TEUYEHUE
HECKOJIbKUX JIeT), Hadayuo 3a0oieBaHus y peOeHka c¢ 1,5-2 jeTHero Bo3pacrta
(mosIBIEHWE MHOXECTBEHHBIX KO(PEHHBIX TMSITEH Ha KOXE), MATKOTKAaHHOE
oOpa3oBaHUE€ MpPaBOW 3aTbUIOYHOW 00JacTH, MaplUalibHBIII TUTAaHTU3M MpaBOU
CTOMBI, KOPTUKAIbHBIM SKCIEHTPUYHBIN JUTUYECKUNH oOuyar B MPOKCUMAJIbHOM
MeTtaguize mpaBoil OOJbIIEOEPIIOBOM KOCTH M HAIUYUE PEIUIUBUPYIOMINX
MaTOJOTUYECKUX TMEPEIIOMOB JIeBOM IuieueBoi kocTu. [Ipu mopdonornueckom
UCCIIEIOBAHUM MaTepuaja MOJTYyYeHHOTO MPU PEBU3UU JTUTUUYECKUX OYaroB JIEBOU
IJIEYEBOM  KOCTH, MATOJIOTMYECKUEe U3MEHEeHusi cooTBercTBoBaiu HOD.
Brilieyka3zaHHblii KOMIUIEKC CHUMIITOMOB MOCIYXHWJ IMOBOJOM JJisi IPOBEACHUS
MOMCKa MATOT€HHBIX MYTallUi, acCOLMHPOBAHHBIX € HeWpodudbpomarozom, a
TaKK€ HACJEJCTBEHHBIMU 3a00J€BaHUSIMU CO CXOAHBIMH (HEHOTUITHYECKUMHU
nposiBneHusiMu. [Ipu sTom Obuta OOHaApY’>K€HA TETEPO3UTOTHAST MYTAllUsl B T'EHE
NF1 (k301 9, chr17:29528053A>G, rs1060500358), npuBodinas K HApyIIEHUIO
KaHOHMYeCKoro cairta cmiaiicuara (c.1063-2A>G, NM 001042492.2), urto
noATBepAuiao auarHo3 cuHapoma SAdde-Kamnanaum B pamkax cemMerdHOro
HeipopuOpomaroza 1 Ttuma. MHTEpecHBbIM sABIsIeTCS TOT (aKT, 4YTO JdaHHAS
MyTalus He ObljIa 3aperucTpUpOBaHa B KOHTPOJIbHBIX BhIOOpKaxX «1000 reHOMOBY,

ESP6500 u Exome Aggregation Consortium (ExAC).
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JuddepennnanbHy0 TMArHOCTUKY TAHHOTO CHHAPOMA CIEAYET MPOBOJIUTH
¢ apyrumu npexacrasurensmu rpymnnbsl ['KII kocrel y neren, npexkae BCETO
M®O/J/HO®. Opnako, B cnopaaundyeckux ciaydasx M®OJ/HO® wyame Bcero
SBJISIIOTCSL  COJIUTAPHBIM TMOpakeHUeM (MHOXKECTBEHHBIM XapakTep — 2 odara
HaOdroancs TOJAbKO y ojaHoro mnamuenta — 1,81%) u BcTpedaeTcss B Oolee
CTapIIMX BO3PACTHBIX TPYIINAX C HAUOOJBIIUM KOJUYECTBOM HAONIOACHUN Yy
nereit ot 12 no 18 ner (60% mo HamIUM JTaHHBIM), @ KJIMHUYECKUE MPOSIBICHUS
cungpoma SAdde-Kamnanaun perucTpupyroTcs B MIAIIIUX BO3PACTHBIX IPYIINAX.
CrouT OTMETHTH OCOOEHHOCTH JOKAJIM3alUU MAaTOJIOTMYecKoro mponecca. Tak,
M®/I/HO® Bcerga BBISBISIIUCH B 30HE METa(pU30B ¢ BTOPUUYHBIM BOBJICYECHUEM
MEYJUIIPHOTO KaHajla MpPU YCJIOBHM OOJBIIOr0 00OBbEMa MaTOJIOrMYECKOro ovara,
PEIKO COMPOBOXKIANUCh marojoruueckum mnepenomoM (10,9%). Ilpu cungpome
SAdde-Kamnanaun mnmatonoruyeckuii oyar, Kak MpaBHIO, HE OrPaHUYMBAETCS
TOJNBKO MeTau3apHOW 30HOM, a pacHpocTpaHsieTcs Ha auadu3 JUIMHHBIX
TpyOUaThIX KOCTEH.

Hamu ObUlO mnpoBEIEHO HMMYHOTHCTOXMMHYECKOE HCCIEIOBAHHUE C
antutenamMu G34W u K36M, no3UTUBHBIX peakiuii 0OHApY>KEHO He ObLIO, 4TO
MO3BOJIMJIO MpoBecTH TuddepeHunanbayo nuarnoctuky ¢ Takumu I'KIT kocrteit y
nere kak I'KO m Xb. Crenyer Takke OTMETHUTh, YTO JAHHBIE OIYXOJIM HE
BCTPEUANUCh B IAHHOW BO3PACTHOM TPyIINe U UMENH APYryto Jokanu3anuto (Xb —
snudu3 JUHHBIX TpyOuaThix kocter, [ KO — snuduzapHo-meradusapnas 30Ha) u

xapakTepHbie Mopdosioruyeckue ocooennoctu crpoenus (Tadma. 20).

4.8 3akiroueHnue.

[IpoBenennble uccnenoBanus nokaszanu, 4yro ['KII xocrtelt y nmereid mMmeror
CXOJHBIE XapaKTEPUCTUKU MPU MOP(POJOrHMYECKOM HCCIEAOBAHUM, B PE3YyJIbTaTe
4ero MoOryT ObITh NPUYMHOM JMArHOCTHYECKUX OwMOOK. Bce mpencraBurenu
JAHHOM TPYNIBI COCTOST U3 JIBYX OCHOBHBIX KJIETOYHBIX KOMIIOHEHTOB — KJIETOK
OIYXOJIM ¥ TUTAaHTCKUX MHOTOSIICPHBIX KJIETOK B Pa3JUYHBIX coueTaHusax. Kierkn

OMyXOJM MOTryT ObITh mpeactaBieHbl MoHoHykieapamu (I'KO, XBb) wnu
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BeTepeHoBuAHbIMU KieTkamMu (AKK, LI'KI, M®JI/HO®). B O0oapmIuHCTBE

CIy4yaeB B PA3JIUYHBIX MOJAX 3PEHUS MOXXHO OOHAPYX UTh COUYETAHHE KIIETOK C
Mopdoiorueidi MOHOHYKJIEApOB U  BBITSAHYTHIX BEPETCHOBHUIHBIX  KJIETOK.
[IpucyTcTBHE TUraHTCKUX MHOTOSIICPHBIX KIETOK OOYCJIOBJIMBAET OCHOBHOMU
JUTUYECKUN TOTEHIMal JaHHOM Tpynmbl OMNyXoJieh U Je’aeT pa3iuvyHbIe
oOpa3zoBaHus MOP(OTOTHUECKU CXOKUMU WU UJEHTUYHBIMU.

HNuTtepecHbIM (aKTOM SBISIETCS TO UYTO TMTAHTCKUE MHOTOSJIEPHBIE KIETKU
He sBisoTCs cyoctparoM omyxosid B I'KII kocreld y nereil. X mpucyTtcTBue B
TKaHU OIyXOJIM OOYCIIOBIEHO MPOAYKIHUEH OMPEAeICHHBIX ITUTOKUHOB KIETKAMHU
OMYXOJIM U MPUBJICUCHUEM IUPKYIUPYIOUIMX MOHOIIMTOB B MATOJOTHYECKUIN ouar
C MoclIenyomuM (QOpMHUPOBAHUEM THUTAHTCKUX  MHOTOSIIEPHBIX  KJIETOK.
Jloka3aTenbCTBOM HX «BTOPUYHOCTH» B OIYXOJIM SBISIETCA TO YTO HU MbI, HU
JpyTue UcCclenoBaTeNd He OOHApY>KUIM B HUX AKCIPECCUU THMCTOHOBBIX OEJIKOB
G34W (I'KO) u K36M (XBb), nepectpoiiku rena USP6 (AKK), a taxxe myTtanuii
H3F3A (I'KO) u H3F3B (XBb).

B rporiecce paboThI OBLI HCITOJIb30BAaH KOMILICKCHBIN
MEXKIUCIUIUIMHAPHBIM MOAXOJ, YTO JIerI0 B OCHOBY auddepeHnuanbHon
muarnoctuku ['KII xocreit y nereit. Tak manpumep, 0bu10 nokazano, uto ['KO y
netei BcTpedaercss oueHb penko (3,09% cpeau Bcex I'KIT u 0,6% cpeau Bcex
OMyXO0JIell KOCTeH y JeTeil), ToJNbKO B crapiiei Bo3pacTtHoi rpynme (13-18 iner),
Cpely MAIMEHTOB 3HAYMTENIHLHO MPeo0sIaatoT AeBOUYKU (cooTHoleHue 1:6), mnpu
ATOM HUKOT]Ia HE JIOKAJIU3YETCS B UEIIOCTAX U KOocTsxX uepena. [Ipu aToM, Ha 10110
I'KO y B3pocCibIX NPUXOAUTCS MOpsAaKa 5% B CTPYKTypeE BCEX OIyXOJIEW KOCTEW U
20% cpemu n00OpOKavyeCTBEHHBIX HOBOOOpazoBaHuii kocted [119, 132].
Hanporus, HI'KI' nokanu3yeTcs UCKIIOUUTEIBHO B YEIIOCTIX U KOCTAX 4Yeperna u
oOHapyxuBaeTcsi y Jneredl B Bo3pacte oT S5 go 17 ner. W3moOneHHoU
nokanuzanuend s Xb sABnAOTCA SMUQU3BI IUHHBIX TPpyO4aThIX KOCTEH, MUK
MHIUJICHTHOCTH OTMEYaeTcs B Bo3pacTHou rpynme ot 12 no 18 ner. MOI/HOD
BCTPEUAIOTCSl MPEUMYILECTBEHHO B Bo3pacTHOM rpymme ot 12 mo 18 mer (60%) B

MeTadu3ax JJIUHHBIX TPyOUaThIX KOCTEH.
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['KIT xocreli y nered MMEHOT MHOro OOIIEr0 MPU HHCTPYMEHTAJIbHBIX
MeTojax uccinenoBanus — (MuTudyeckuit  odar). OaHAKO  CYHIECTBYIOT U
oTnnuutenbHble ocoOeHHoctu. Hampumep, I'KO npencraBieHa 3KCUIEHTPUYHBIM
JUTUYECKUM OYaroM B MeTapu3apHO-3MUPU3APHOA 30HE C pa3pylIeHUEM
KopTukanbHoro ciosi, AKK xopoiio orpanndueHHOe MOopakeHue B MeTauzapHOu
30HE€ C HaJIMYMEM CENTUPOBAHHOCTH, «B3lyBaHHeM» kocTH, M®DJI/HOD Bcerna
pacrionaraeTcsi B KOpTUKaJIbHOM CJI0€ MeTa(U30B JUIMHHBIX TPYOUaThIX KOCTEH.

Hecmotps Ha cxoxue rtucronornueckue xapakrepuctuku [KII mpum
MOP(OIOTUYECKOM HCCIEAOBAHUU CYIIECTBYIOT NPU3HAKHU, 0OJiee XapaKTepHbIC
Uit Tod uiau uHout omyxonu. Tak, mpu 'KO mopdornorust simep MOHOHYKII€apoB
WJICHTUYHA TaKOBOM B TMTAHTCKUX MHOTOSIIEPHBIX KIIETKax, B siapax KieTok Xb
€CTh MPOJOJIbHBIE OOpPO3JAKM M B TPETH CIy4yaeB MPUCYTCTBYIOT 3JIEMEHTHI
nepuueonsapaoro oow3BecTBiaeHus (chicken wire), B AKK B Tpetu ciyyaes
yaaeTcs oOHapyXuTh cTpyTKyphl blue bone, B II'’KI' rurantckue MHOTOSIIEpHBIE
KJIIETKM pacrojaralorcs KiacTepamMu B 30Hax kpoBouznusuuii, B MOJI/HOD
BEPETCHOKJIETOUHBI ~ KOMIIOHEHT  CTPOUT  IITOPU(MOPMHBIA  TATTepH U
MPUCYTCTBYIOT KJIACTEPHI KCAHTOMHBIX KJIETOK U T.]I.

BakHbIM IUArHOCTUYECKUM HMHCTPYMEHTOM Uil  JauddepeHnuanbHon
muarHoctuku ['KII y nereil mOCHy>KWJIO TNPUMEHEHHE BBICOKOCTICIIM(PUYHBIX
aututen k G34W u K36M. B mocinenHux HEMHOTOUYHCICHHBIX paboTax ObLIa
MOKa3aHa WX BBICOKAs JUArHOCTUYECKAs [IEHHOCTh U CHEHU(PUUHOCTH Y B3POCIBIX
npu I'KO u Xb [121; 139]. BBuay TOro 4ro 4yBCTBUTEIBHOCTH CEKBEHUPOBAHUS
no Cenrepy mnpu oOHapyxeHuu cnerupuueckux mytanuid mis ['KO u Xb He
npesimaet 69% u 70% coorBercTBeHHO [140], a IOCTYIHOCTh CEKBEHUPOBAHHS B
MpakTU4YeCcKoM  paboTe  orpaHuyeHa, JaHHbIE aHTUTENa  MOTyT  OBITh
PEKOMEHJOBaHbl B MpaKkTU4YeCcKOW paboTe maToJioroaHaToMoB. Breicokas
OUAarHOCTUYECKAass IEHHOCTh HMMMYHOTHCTOXMMHUYECKOIO  HCCIEJIOBAaHHUS  C
antutenamMu K G34W u K36M 3akimrodaeTcss TakKe€ B TOM, UTO IIO3HMTHBHBIC
pEaKUNN BBIBISIOTCA HE TOJBKO B 30HAX C «TUIHWYHOW» THUCTOJIOTMYECKOMN

kaptuHod ['KO wnmm Xb, a Ttakxke B 30Hax BropuuHoM AKK npu manHbBIX
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omyxoJsix. JJaHHOE 00CTOSATEIHLCTBO MOXKET OBITh PENIAIOIIUM B MOP(POJIOTHUECKON
JIMArHOCTUKE MPU MaJbIX 00beMax JUarHOCTUYECKOrO MaTepuaia U B OTCYTCTBUU
B MaTepuasie TUCTOJOTHYEeCKUX Mpu3HaKkoB, XxapakTepHsbix 11t [' KO u Xb (Puc. 14,
15).

B wrore, nocne komruiekcHoro ananusa 194 ciywaes I'KII kocreit y neren
(Bo3pact, JIOKanM3aluMs ~ MOPaXEHUs, JaHHbIE  JIy4eBOM  JIMAarHOCTHUKH,
Mopdoiornyeckass KapTUHa OIMYXOJIH), MPUMEHEHUS HUMMYHOTHCTOXUMHYECKOTO
uccienoBanus ¢ anturenamMu Kk G34W u K36M, cekBenupoBanus no CeHrepy u
FISH-uccnenoBanusa Ha npeaMmer nepectpoiiku rena USP6, 15 aumarHo3oB Obuid
m3MeHeHbl (7,73%). Haumbonbiiee KOIMYECTBO W3MEHEHUU IHWAarHO30B OBLIO B
rpynmne aetreit ¢ ['KO (u3HauanbHO JOKYMEHTHPOBAaHO 19, moaTrBepxkaeHo 6), 4To
CBUJETEIBCTBYET O PEAKOCTH JAHHOW MMATOJIOTMH Y JETe M CIO0XKHOCTAX €€
MOPGOIOTUYECKON TUATHOCTUKH.

Takum o6pazoMm, nuddepennmansuas auarHoctuka ['KIT kocreit y nereit
MPEJCTABIACT OOJbIINE CIOKHOCTU M BO3MOXHA TOJIBKO C MPUMEHEHUEM
KOMIIJIEKCHOTO KIIMHUKO-MOP(OJIOrHYECKOTO aHan3a (KTuHUYecKas
nHpoOpMaIKs, JaHHBIE PEHTIEHOJOTHMYECKHUX METOAO0B wucciaenoBanus u MPT,
TUCTOJIOTUYECKOE U UMMYyHoructoxumuueckoe uccinenoBanue (G34W u K36M),
cekBenupoBanue no Cenrepy m FISH-uccienoBanne Ha mpeaMeT MEpeCTPONKH

rena USP6).
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BrniBoabl.

. Hecmotps Ha oOmienpunsTeie Kputepuu IuddepeHnnaibHON AUarHOCTUKU
I'KII y nereit uMer0T MHOTO OOIIETO MPU TUCTOJIOTUYECKOM HCCIIEIOBAHUH,

YTO BJI€YET 32 COO0OU OOJIBIIOE KOJIUYECTBO TUATHOCTUUECKUX OIIHOOK.

. I'KO y nereit Bctpeuaetcst kpaiiHe penko (0,6% B crpykrype Bcex ['KII
KOCTeM y JeTed Mo HalluM JIaHHBIM), MPU ITOM TOJBKO B BO3PACTHOM

uHTepBaie ot 13 no 18 ner.

. Mopdonoruueckum cyoctpatom npu ['KO, nHecMoTps Ha dopmanbHOe
Ha3BaHWE HO30JIOTUYECKOU €IMHUIIBI, SIBISIOTCS MOHOHYKJICAPHBIE KIIETKU
KpYIJIOW, OBaJbHOW WM BBITSHYTOM (POPMBI, C KPYTJIBIM WU OBaJIbHBIM
AIpOM M MeNKuM siapbimkoM. [lo Mopdonornyeckum XapakTepUCTHKaM
sa/ipa MOHOHYKJICAPHBIX KJIETOK OBUIM CXOJHBIMH C SIIpaMU THTAHTCKUX
MHOTOSIEpHBIX ~ KIeTOK. B monoBune cinywaee ['KO 'y gereit
OOHApPYKUBAIUCH YUACTKU BEPETECHOKIETOYHOTO CTPOCHUS KJIETOK OITYXOJIH.

B 1 ciyuae Obu1 TMarHOCTUPOBAaH METACTa3 B JIETKHUE.

. HI'KT" y neteit cOCTOUT U3 BEPETEHOBUIHBIX KJIETOK C BBITSIHYTBIMH SIAPAMHU.
B GonpmmucTBe ciyudaeB (77,27%) BBISBISIIUCH JEMO3UTHI T€MOCHACPUHA
(IBIAIOTCA ~ XapakTEpHOW, HO HE TOCTOSIHHOM  THUCTOJIOTUYECKOM
0COOCHHOCTHIO). MUTOTHYECKAsE aKTUBHOCTh ObLJIa HU3KOW HIIM JOCTOBEPHO
HE OIPENIENsUIACh BO BCEX aHAIM3UPYEMBIX Claydasx. B ciiyuadax xepyBu3zma

MopdonoruueckuM cyoctparom omyxoinu siisiercst LITKT .

. IIpu mopdonornueckom uccienoBanuu AKK crnenyer oOpamiate BHUMaHUE
Ha HaJIM4ME KHUCTO3HOrO KoMmoHeHTa (92,21%), mpeobiamanue B cemTax
BEPETEHOBUAHBIX (hrOp0OIACTONOOOHBIX KIETOK U OTCYTCTBHE MPU3HAKOB

KJIETOYHOUW aTUIIUU.
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6. OCHOBHBIMU  MOP(QOJIOTHYECKHUMHU  XapakTepuctukamu Xb  sBIsAOTCA
IUTOJIOTUYECKUE XapAKTEPUCTUKU KIETOK OIMyXoJu (OBajbHbIE KIIETKH,
Mpo0JbHAsE O00pPO3/7Ka B SIAPE), 30HBI MEPULICIUTIOISIPHOTO OOBI3BECTBICHUS
(chicken wire), XOHAPOWUIHBIA MEXKKICTOUHBIA MATPUKC, HU3KAs WIH

YMEPCHHAA MUTOTUYICCKAA aKTUBHOCTD.

7. MOI/HO® npu ructoiorideckoM MCCIEA0BAHUM COCTOUT M3 BBITSIHYTBIX
¢udpobacTonoqOOHBIX KJIETOK 0€3 TMPU3HAKOB AaTUIHNH, KIIACTEPOB
KCAaHTOMHBIX KJIETOK W Jeno3uToB remocunaepuHa. Ilpu cungpome Adde-

Kamnanauu mopdonornueckum cyoctpaTom nopaxkenus sipysiercss HOD.

8. B cayuae KO (ruraHTokJIe€TOYHBIM BapvaHT) BBISBISIOTCS MNPU3HAKU
WHBA3UBHOTO pOCTa M KIETOYHOM aTUMUM TpuU MOP(HOIOTHUUECKOM
UCCIIEIOBAaHUM, BBICOKAss MUTOTHYECKasi akTUBHOCTH (Oosee 10 MUTO30B Ha
10 mnomeit 3peHuss npu yBenuueHun Mukpockona x400), yyacTku

(dhopMUpOBaHUS MATOJIOTMYECKOTO0 OCTEOUTHOTO MEKKIETOUHOTO MaTPHUKCA.

9. T'wrantrckue MHorosimepubie kneTku npu Becex ['KII y nmereit He ABAsAIOTCA
cyOcTpaTOM OIyXOJiMd, HE HECYT Ha cebe DJKCIPECCHUU XapaKTEPHBIX
ructoHoBbIX OenkoB (G34W u K36M) u He comepxar crnenudpuueckux
MyTallui, SBISSACH TAKUM OOpPa3oM BCETO JUIIh JJIEMEHTOM «PEAKTUBHOTO

KJICTOYHOI'O MUKPOOKPYKCHUA.

10.B knerkax BTOpUYHOW aHeBpu3ManbHOW KOCTHOW KuCThl npu ['KO un Xb,
sKcIpeccupyroTcs ructoHoBele  Oenku  G34W  u  K36M. JlanHoe
00CTOATENILCTBO MOXET OBbITh MOJE3HBIM B MHeNsIX IuddepeHnnaibHOMN
muarHoctuku ['KII y nmereit mpu manom oObeMme OHMOINCHH B CIOXKHBIX

JAUArHOCTUYICCKUX ClIyHdasX.
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11.Pesynprarel  cekBeHMpoBaHuss 10 CeHrepy mOKa3anu KOPPEIALUIO
BbIsABIIEHHBIX MyTamuid H3F3A u H3F3B ¢ wmMMyHOrmcroxumuudecku
OmpeeNIeMoi IKCpeccuel COOTBETCTBYIONIUX TUCTOHOBBIX OenkoB G34W
n K36M. CnenoBaTenbHO, JaHHbIE AHTUTENA MOTYT OBITh PEKOMEH/I0BAHbI
st pytuHHod auarHoctuku ['KO m Xb y nerelt B mpakTuueckoil padbore

IIaTOJIOrOaHaTOMOB.

12.Meton cexBenupoBanus JJHK sBisieTcss OCHOBHBIM 11 NMOMCKA MYTallUAM

nipu quarnoctuke ['KII npu pa3nuuHbIX CHHAPOMAX y JIETEH.

13.Pa3paboTanbl HOBble HWH(MOpPMATUBHBIE KpUTepuu JauddepeHnanbHon
muarHoctukn ['KIT 'y npgereli Ha OCHOBE KOMIUIEKCHOTO —KIMHHUKO-
MOPGOIOTUYECKOT0 MOAX0Ja, OCOOCHHOCTEN MOP(POIIOrHYECKON KapTHUHBI,
pe3yibTaToB UMMYyHOTrHcToxuMuueckoro uccienoBanus (G34W u K36M),
cekBeHupoBanusi 1o  Cenrepy wu  FISH-uccnegoBanus  (USP6)

(cymmupoBansbl B Ta6:. 20).

14.TKII xocreit y nereit nomkHbl quddepeHInpoBaThCcsi MEXIY CO00M TOIBKO
MyTeM MYJIbTUIUCIUIUIMHAPHOTO MOAX0/a (KIMHUYECKUE JaHHbIE, JTyueBas
nuarHoctuka, mopgoiorusi, ummyHorucroxumus (G34W u K36M), npu

HeoOxoauMocTH — cekBennpoBanue o Cenrepy u FISH).
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HpaKaneCKne PECKOMEHIAIUN.

1. TounocTh MOP(}OTOTHUECKOTO AMArHo3a 3HAYUTENBHO BO3pPACTAaET IMpHU
KOMIUIEKCHOM aHanu3e uHpopManuu (KIMHUYECKHE JaHHBbIE, Jy4yeBas
nuarHoctuka, mopdgoiorusi, ummyHorucroxumus (G34W u K36M), npu

HeoOxonumocTH — cekBennpoBanue o Cenrepy u FISH-uccnenosanue).

2. Tak kak rurantckue MHorosiiepubie kietku npu ['KII kocreir y pereit
SBJISIIOTCSL DJIEMEHTOM PEAKTHUBHOI'O MHUKPOOKPYKEHHSI, CIeAyeT oOpamiaTh
BHUMaHUE€ Ha MOPQPOJIOTUYECKHE XAPAKTEPUCTUKU U HUMMYHO(DEHOTHUI
KJIETOK, COTABJISIFOILINX cybctpar OIyXOJIH (MOHOHYKJI€apHI,

BCPCTCHOBUHEIC KJ'ICTKI/I).

3. B mnpaktudeckoil paboTe NATOJOT0AaHATOMOB IPUMEHEHHE aHTeTeNl K
ructoHoBbIM OenkaM (G34W u K36M) moxeT ObITH pemaroimuM B
muddepennumansaon auardoctrke I'KO u Xb ¢ agpyrumu npeacTtaBUTensiMu

I'KTII, ocobenHo, mpu MaJIbIX 00bEMaxX TUArHOCTHYECKOTO MaTepHuala.

4. Pazpabotanusie kputepuu nuddepenunanbioit nuarnoctuku ['KIT kocteit y
JeTeid MOTYT OBITh JIETKO MPUMEHUMBI B MPAKTUYECKON paboTe HE TOJBKO
MaTojI0oroaHaToOMOB, HO MW  OPTOINEAOB, XHPYProB, OHKOJOTOB U

PEHTIEHOJIOTOB.



194

Cnucok COKpalieHui.

I'KII — ruraHTOKIJIETOYHBIE IOPAKEHUS

I'KO — ruranTokneTro4yHast OnyxoJib

HI'KT" — uenTpanpHas TMTAaHTOKJIETOYHAS TPaHyJeMa
AKK — aHeBpu3MaibHasi KOCTHAsI KHCTa

Xb — xonapobmacToma

M®/] — metaduzapubiii GuOpo3HbIN qedeKT

HO® — neoccudunupyromas pudpoma

KO — knaccuueckast ocreocapkoMa
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