8

PEOKWE SBABONNEBAHUA: AUDGODEPEHLUANIbHAA ANATHOCTUKA U NOAXOAbl K TEPANUMU

42010 H

RNUHUYECKHUE NPOABJIEHUA MHOAHTHIILHON
(3JIOKAYECTBEHHON) ®OPMbI OCTEONETPO3A

E.JI. Caxaposckas!, P.Y. Stepensky?, L.I. Rheingold?, M.M. /lyoposun’,
J.A. Urnarosa®, A.1O. I1lepouna’, 1.b. Pe3nuk'?
'DI'Y Pedepanvhbiii HAyMHO-KAUHUMECKUT YeHMDP 0emCKOl eeMamono2ul, OHKoso2uu u ummyHnoaoeuu Poczopasa, Mockea;
2Adoaca Hspaunvckuii Yuusepcumemckuii Meduyurckuii Ilenmp, Hepycanum, Hapaun;
3Poccuiickas demckas Kaunuueckas 6oavHuya, Mockea

Konmaxmot: Examepuna Jleonudosna Caxapoeckas sakharovskay @yandex.ru

Ocmeonempo3 («<mpamopras 00ae3Hb») — 2mM0 epynna 3a004e6anuil, Xapakmepusyuascs HecnocoOOHOCMbI) O0CMeoKAACHO8
ocyujecmenims pe3opoyur0 KOCMHON MKAHU, YMO NPUBoOUm K HOBbIUEHHOU AOMKOCMU KOocmeil, HeCMOMpS HA Yy8eauveHue Ux
naomuocmu. Ananus dannvix 27 604bHbIX UHGAHMUABHOUL (310KauecméenHoll) aymocomHo-peyeccushoii (ARO) gopmoii ocmeonemposa
(21 manvuuk u 6 deouex) nN03604UA ONUCAMb U CYMMUPOBAMb OCHOBHbIE KAUHUYECKUE NPOABACHUS: NOOABAeHUe DYHKYUU KOCIMHO20
M032a, 2eNAMOCHACHOME2AAUI, HAPYUEeHUe 3DEHUS, CAYXA, 3A0ePHCKY NCUXOMOMOPHO20 PA38UMUSL, OpYyeue He8POA02UYeCKUe CUMNIIOMbL,
NamocHOMOHUYHbLE PeHM2eH0A02UYecKUe U3MeHeHUs KoCmel.
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CLINICAL FEATURES OF INFANTILE (MALIGNANT) OSTEOPETROSIS
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Osteopetrosis (“Marble disease”) — is a group of diseases characterized by inability of osteoclasts to resorb the osteal tissue that leads to increased bone
fragility, despite density increase. Analysis of data of 27 patients with infantile (malignant) autosomal recessive osteopetrosis (ARO) (21 boys and 6 girls)
allowed to describe and summarize the basic clinical features: hematopoiesis suppression, liver and spleen enlargement, vision and hearing failure,

delay of psychomotor development, other neurological symptoms, specific radiological bone changes.
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Beenenue

OcTeorneTpo3 — 3TO KIMHUYECKUI CUHIPOM, XapaK-
TEPUBYIOIIUICS HECTIOCOOHOCTBIO OCTEOKJIACTOB OCY-
LLIECTBJSTh Pe30pOIUI0 KOCTHOI TKaHU. [Ipu 3ToM 3a-
0oJieBaHUM TIPOLECCHl MPOAYKIIMU KOCTU Tpeodiana-
0T Haj ee pe30pOlmeli, 4To CBSI3aHO ¢ (PYHKIMOHATIb-
HOU HECOCTOSITEJIbHOCTBIO OCTEOKJIACTOB WJIM UX CHU-
XXKEHHBIM KojndecTBoM [1, 2]. DTO MPpUBOAUT K MOBHI-
IIEHHOU JIOMKOCTU KOCTHBIX CTPYKTYp, HECMOTpsl Ha
yBeaudyeHue ux otHocTH [3]. Kpome Toro, pasBuBa-
I0TCS TIofIaBieHre QYHKIIMMA KOCTHOTO MO3ra, yIillemiie-
HUE HEPBOB C Pa3BUTHEM HEBPOJIOTMYECKUX CUMIITO-
MOB, oTcTaBaHue B pa3Butuu [4]. CyiiecTByloT 3 dop-
MBI OCTeOIeTpo3a: MH(aHTUIbHas (3J10KaueCTBEHHas ),
B3pocyas (Msirkasi) u nmpomMexyTtouHas [5]. Camas Ts-
Kesast popma 3abojieBaHUS — MH(MAHTWIbHAS, IPU KO-
TOPOM KIIMHWYECKWE TTPU3HAKU HAYWHAIOT MPOSIBIISATH-
CsI C CaMOTO POXICHUS ¥ GBICTPO Mporpeccupyior [6, 7].
be3 nedyeHus 6onbHBIE MOTUOAIOT B paHHEM AETCTRBE |8,
9]. bojee yeM B MOJIOBUHE CJIy4aeB MPU 3710KAYECTBEH-

HOH (hopMe ocTeomneTpo3a OTMEYAIOTCS MyTalluU B TeHE
TCIRG1, yTo NMpUBOAUT K HapyILIEHUIO B (PYHKIIMOHU-
poBannu AT®-3aBUCUMOI TIPOTOHHOI TOMITBI OCTEO-
KJ1acTOB. BTOpBHIMU MO YaCTOTE BCTPEYAEMOCTH SIBJISIIOT-
cst mytaumu B reHe CLCN7 [5, 6], 4TO BbI3bIBaET Hapy-
1eHue GyHKIMOHUPOBAHUS XJIOPUIHBIX KAHAJIOB MEM-
OpaH ocTeokynacToB. OCTalbHbIE YCTAHOBIEHHbIE MOJIE-
KyJsipHble nedekTsl (B reHax OSTM 1, RANK) BcTpeua-
I0TCSl B €AMHUYHBIX ciaydasx [§8, 10]. ¥ yactu G0nbHBIX
MOJIEKYJISIpHbIE JeEeKThl HEe yCTaHOBJIEHBbI. B HacTosi-
111ee BpeMsl eAMHCTBEHHBIM 3((HEKTUBHBIM METOIOM Jie-
YEHMUS SIBJISIETCS] aJJTIOTeHHAs TPaHCIUIAaHTALIUSI TeMOTIO-
atndeckux ctBosioBbix KiaeToK (TT'CK) [9]. Coespe-
MeHHoe yaayHoe npoBeaeHue TT'CK, 1o pa3BuTust Kom-
MPEeCCUU YEPEITHBbIX HEPBOB, MO3BOJISIET COXPAHUTD Ma-
LIMEHTaM 3pEHUE U CITYX.

B Hacrosuieit pabore HamMu CUCTEMaTU3MPOBaA-
Ha CUMIITOMAaTUKa 3710Ka4eCTBEHHOU (MHMaHTUIBHO)
(opmbl ocTeoneTpo3a Ha OCHOBAaHUM aHalW3a TPYIIHI,
cocTosiiei u3 27 G0JbHBIX.
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Mayuenmbl U MemopAbI

HamMu peTrpocneKTMBHO NpOoaHAIUM3UPOBaHbl T0-
CTYITHbIE JaHHble 27 OOJNBbHBIX 3a Tepuod ¢ 1983 mo
2010 1. co 3moKauecTBeHHO# (MHpaHTUIBHOI) (popMoii
OCTEOINeTpo3a, IMarHOCTUPOBaHHBIX B WM3pamibckom
MEIULIMHCKOM LieHTpe Annaca u @eaepaibHOM HaydHO-
KJIMHUYECKOM LIEHTPE METCKOM reMaToJIOTUU, OHKOJIO-
ruu u umMmyHosioruu PocsnpaBa/Poccuiickoii meTckoit
KJIMHUYECKOM OoyibHULIE. Majbuuku coctaBuiu 78%
(21 yenoBek), a neBouku — 22% (6 yenoBek). B ocHOB-
HYIO YacTh I'PYMIIbI BXOOWIN AETH U3 apabCKMX CeMeEi,
Tpoe aeteil u3 DbUonuu, OOUH — U3 eBPEICKON U elle
OIVH peOeHOK — M3 KaBKa3CKoM ceMbU. YacTu OOJIbHBIX
ObL1 mpoBeneH aHanu3 reHa 7CIRGI ¢ yMcmoIb30BaHU-
eM MeTofa oOpaTHOM TpaHCKPUMILMU-TIOJIUMEPA3HOM
unenHoii peakiuu (OT-TILP) ¢ mocienyommum npsmMbIiM
CEKBEHHPOBaHMEM 2K30HOB.

Pesynbmambi

CpenHuii Bo3pacT OOJbHBIX Ha MOMEHT YCTaHOB-
JIeHus1 nuarHosa cocraBua 8 mecsues (0,67 roma; ot 4
Hedenb O0 3 JeT 2 MmecsueB). B onmuceiBaemoii rpymre
OOJIBHBIX IMPEO0IANAOIIMMN KIMHUIECKUMU CHUMIITO-
MaMM ObLIM remarocrieHoMmeranus (92%) w Hapyie-
Hue 3peHus (64%). U3aMeHeHuUs1 CO CTOPOHBI KOCTHOTO
Mo3ra (aHeMMs U TPOMOOLMTOMNECHUS Pa3JIUYHOM CTe-
MEeHU TSDKECTH) OTMEYaIMCh MOYTH Y MOJIOBUHBI GOJIb-
HbIX (44%). Pexe BBISBISIUCH CUMIITOMBI CO CTOPOHBI
LIEHTPAJIbHOM HEPBHOM CUCTEMBI U JehopMalMsI Yyeperna
(28%). HapyiiieHue ciyxa K MOMEHTY AMAarHOCTUKU Ha-
GJ1t01aJI0Ch TOJIBKO B 8,3 % ciiydaeB, B CBSI3U C YEM MOXK-
HO TPEIIoJIOXUTh, YTO CIABJCHUE CIIyXOBBIX HEPBOB
MPOMCXOIUT TI03XKE, YeM 3pUTesIbHbIX. M3 obpaiiato-
LIMX Ha ceOsl BHUMaHWE CUMIITOMOB CJIEAYyeT OTMETUTh
Xparsiiiee AbIXxaHue M 3MMU30Ibl anHo3. HapyineHue
IbIXaHus BCTpevanoch B 32% cnydaeB. M3 16 gereit, y
KOTOPBIX OTMEYaJOCh HapylleHUEe 3PEHUs], YaCTUYHAasI
yTpaTa 3peHusT Habaoganach y 6 MalueHToB, CTpadu3M
W HUCTarMm — y 3, IjiaBarolInii B3MISA — Y 2, TIOJIHAsS 10~
Tepsl 3peHUs Ha OMHOM IJIa3y — y 3, MmoTepst 3peHus Ha
00a rmaza — y 2. M3 11 mereli ¢ mpru3HaKaMu yTHETCHUS
KOCTHOMO3T0BOI'O KPOBETBOPEHMSI 30 IMPOBaHHASI aHe-
MMSI OTMeYasiach Y 4 MalMeHTOB, aHEMMsI C TPOMOOII-
TOMeHue — y 5, maHuuToneHus — y 2 6onbHbIX. U3 7
JIeTeil ¢ HEBPOJOTMYECKOM CUMMITOMATUKON y 2 OTMe-
yajach MUKpouedanus, y 5 — makpouedanus. Yacro-
Ta BCTPEYAEMOCTHM BEHYIIMX CHUMIITOMOB 3a00JieBaHUS
MpeacTaBieHa Ha pucyHKke 1.

HeobxonuMo OTMETUTh, YTO MHOTUE JETU ObLIM U3
ceMeil, B UCTOPUU KOTOPBIX €CTh JaHHBIE O HaJIMYUU
OCTEOIETPO3a y OJM3KMX POACTBEHHUKOB. M3 26 cemeit —
B 14 cinyvasx (56 %) ecTb cliy4ar aHaJIOTMYHOTO 3a001e-
BaHUsI B ceMbe. [1py 3TOM TOCTYIHBI JaHHbIE O OOJIbHBIX
OCTEOIeTPO30M cUOIMHTrax B 8 ceMmbsax u3 14. beuto BbI-
sIBJIeHO, uTo 18 neteit (72%) ObUIM POKAEHBI OT POAUTE-
JIei1, COCTOSIBIIIMX B OJIM3KOPOICTBEeHHOM Opake. B 5 ciy-
yasix poauTen MpobaHaa — IBOIOPOIHEIE OpaT 1 cecTpa.
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Puc. 1. Kiunuueckue u demoepaghuueckue xapakmepucmuku NauueHmos

Hns mpuMepa TIpuUBEAEM KJIMHWYECKUM cCIrydai.
Manvuux 10 mecayes, nocmynun 6 Poccuiickyro demckyro
KauHuueckyrw boavruyy. Pebenox eduncmeennbiii 6 cemve,
podcmeo podumenu ompuyarom, OepemeHHOCMb U poobi
npomexanu 6e3 ocobennocmeil. M3 anamuesza uzeecmHo,
umo pooumenu enepavle 00pAMUAUCH 3a MeOUYUHCKOL no-
Moupro, Koeda pebenky ooi10 2,5 mecaya. K smomy 603-
pacmy y pebeHKa cay4ansucs 3nu3o0vl anHod 0o 5—6 pas
8 deHb, Xpan 60 epems CHA, OblcMpas YMOMALEMOCHb,
NPUCYMCMBOBANU CUMNMOMbL HAPYULEHUS KOCHHOMO320-
6020 Kpogemeoperus — anemus (Hb — 78 e/a), mpombo-
yumonenus (Tp — 80x 10°/n). Cemeiinviii anamues He Obin
OMs0WEeH CUMNIMOMAMU CXOOHBIMU C HACAeOCMBEHHbIMU
3abonesanusmu. Ilpu obcredosanuu 6 éospacme 10 me-
cayes Bbls6ACHbl USMEHEeHUs (POpMbl AUUeB020 cKelema,
eudpoueanvras gopma 20106bl, OMCMABAHUE 8 NCUXO-
MOMOPHOM PA3BUMUL, CHUJICEHUe 3PeHUs] CNpasa, eena-
momeeanusn (+ 7 cm), cnaenomeeanrus (+ 7 cm), anemus,
mpomboyumonenus (puc. 2). Ha pucynke 3 npedcmag-
AeHbl DEHMEEeHO2PAMMbL HUICHUX KOHEeYHOCMel, MN0380-
HouHuKa u uepena. Ha Hux Oviau 6blseneHbl MUNUUHBIE
UBMEHEeHUs] — NOBblIeHUe PEeHMeeHO-NAOMHOCMU KOCMell
(a), omcymcmaue susyaiuszayuu mpabexyaapHol CmpyK-
mypbL eybuamoeo eewjecmea (0), 6 ONUHHBIX MPYOUAMBIX
Kocmax onpedensinioch Omcymcmeue KOCMHOMO3208020
Kauana (8), a makdice Hatu4ue NAMOSHOMOHUYHOZ0 CUM-
NMOMOKOMNACKCA <«KOCMb 8HYmMpU Kocmu» (2) U paH-
Hssa occupurauus (0). B mpenanobuonmame obpaujaem
Ha cebs GHUMAHUE Pe3Koe paculupeHue U HenpasuibHasl
topma KocmHbix 6aA0K ¢ HEPABHOMEPHOU UX Kaabyupu-
kayueii. Cpedu Kocmubix 6a10K PACNOAA2AIOMC MEAKUE
0CMPOBKU OCMEOKAACHO8, MAKCe CMPe*aromecst HeMHO-
eouucaenHole ocmeobaacmol. lemonosmuueckoli miaHu
6 mpenanobuonmame 0OHAPYIHCEHO He ObLAO.
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Puc. 2. Qenomun pebenxa 10 mecayeé ¢ OuacHo30M aymocOMHO-
PeueccudHblii 0Cmeonempos, UHganmuvhas (310Kavecmeennas) gopma
(cobcmeertvle danHble)

TTonoGHas sIpKO BbIpaXKeHHAs KIIMHAYECKas U PeHT-
TeHOJIOTUYECKAs KAapTUHA TO3BOJISIET MOCTAaBUTh OUa-
THO3: ayTOCOMHO-PELIECCUBHBIN OCTEONeTpo3, UHdaH-
TUJbHAs (3710KayecTBeHHas) popma.

ITpu monexkynsgpHoMm uccienoBanuu JIHK pedenka
B redHe TCIRG ObuM BBISIBIIEHBI 2 paHee He ONMCAaHHBIe
MyTaly B TOMO3UTOTHOM hopme: c.479G>A u ¢.2415-1
G>C, 9TO MOATBEPANIIO KIMHUIECKUI TUArHO3.

YuutbiBass  YaCTUYHO  COXPAaHEHHOE  3peHUe,
MOJIHOCTBIO  COXPAHEHHBIA CIyX U YMEPEHHBINA
LIUTONIEHUYECKUI CUHAPOM, PEOEHOK SIBJISIETCS KaHIU-
nmaroM Ha ripoBeaeHne TTCK.

06cy:xpeHue

3n0KkavyecTBeHHbI  (MH(pAHTUIILHBIN)  OCTeOoTe-
TPO3 — TEHETUYECKU NeTePMUHUPOBAHHOE 3a00JieBa-
HUE, MPUBOJIEe K UHBATUAN3ALMU U CMEPTU Tallv-
€HTOB B paHHeM aeTcTBe [11]. DTO penkoe 3aboieBaHMeE;
YyacToTa B OOIIIEi MOMyIsIUKM cocTaBisieT 1 ciaydaii Ha
250 000 HOBOpPOXIEHHEIX, OMHAKO B 3HIEMUYHBIX 30HAX
ero yactora gocturaet 1 ciydas Ha 4000 HOBOpPOXIEH-
Hbix [12, 13].

Hecwmotpst Ha penkocTh, 3a00JieBaHNE UMEET J0CTa-
TOYHO XapaKTePHYIO KIMHUYECKYI0 KapTUHY, OCHOBHBI-
MW CUMIITOMaMU KOTOPOIi SIBJISIIOTCS TeNaToCTUIEHOME-
rajvsi, HapylieHWe 3peHus], CiIyXa, LIMUTOMEHUYECKU
CUHJIPOM, HEBPOJIOTUYECKUE CHUMNTOMBI W Hapyllle-
HUs HOPMBI Ueperia, OTcTaBaHUe B pa3BUTHU. B Toit mim
WHOM CTETeHU BBIPaXEHHOCTU 3TU CHUMIITOMBI BCTpe-
YaloTcsl y OOJBIIMHCTBA OOJIbHBIX. [1aTOTHOMOHUYHBIE
PEHTIeHOJIOTUYECKUE CUMITTOMBI TTO3BOJISIIOT TOATBEP-
IWATH TUATHO3.

OnucaHbl 1 HEKOTOPbIE acCOLMAIIUN MEXITy JiexKa-
M BOCHOBE MOJIEKYJISIPHBIM 1€ (DEKTOM U KITMHUYECKUM

TeYEHUEM, acCOIMAllMd T€HOTUIIa U (PEHOTUIIA, XOTS
YIOCTOBEPUTHCS B TOYHOCTU KIMHUYECKUX HaOJIOIC-
HUM CJIOKHO U3-3a MaJIOr0 YHCJIa MyTallMi BBISIBJIEHHBIX
BHe TeHa CIRGI. Tak, HampuMep, MPU MYTallUsIX B Te-
Hax OSTM1 vim CICN7 xapakTepHa Bemyliasi M TsKe-
Jlasi HeBpoJIornueckasi mpe3eHTaius. [[Boe onmmcaHHBIX
B JUTepaType OOJBHBIX OCTEOIIETPO30M, BBI3BAaHHBIM
nedexkrom PLEKHM, xapakTepu30BaluCh CpaBHU-
TEJbHO MSTKUM TedeHueM 3adosieBaHus. [t OOTbHBIX
ocTeoneTpo3oMm ¢ aedekToM auddepeHIIIPOBKI OCTEO-
kiactoB (MyTanuu B reHax RANK n RANKL) xapakTep-
HO HaJIMuMe UMMYHHBIX IedhekToB. 1si O0IbIIMHCTBA
OOJILHBIX B ONWCAHHONW KJIMHWYECKOW TpyImIe U Mo
IpyIIIe B 1IEJIOM XapaKTEPHO «KJIACCUUYECKOEe» pacrpe-
JeJeHUEe CUMIITOMOB, MPEIIIOI0XUTEIBHO CBSI3aHHOE C
myTtanusasMu B TCIRG 1, X0Ts1 TOATBEPAUTD 3TO HE TpeJi-
CTaBJISICTCSI BO3MOXKHBIM M3-32 OTCYTCTBHUS TOCTYITHOTO
OMOJIOTMYECKOTO MaTepuaja IJjIsl peTPOCTIEKTUBHOTO Te-
HETUYECKOTO MCCIIeTOBaHNSI.

Yro xacaeTcsl MyTalluii, BBISIBIEHHBIX B TEHE
y mociaemgHero 0oibHoro mu3 Poccuu, To 3TO 2 romo-
3urotHeie Mytauuu B reHe TCIRG1. TlepBas U3 HUX —
MyTall¥si-3aMeHa B 5-M 3K30He — BUIUMO He(pYHKIINO-
HaJbHa W TIpeACTaBiIsieT coOoi moammopdusm, Toraa
Kak 2-g uHTpoHHas1 myTtaius IVS19—1G>C (c.2415-1
G>C), ckopee Bcero, OTBETCTBEHHA 3a pa3BUTUE 00-
JIE3HM, TaK KaK MOXET IMPUBECTU K HapYIIEHUIO paMKU
cunthiBaHUusl C-OKOHYaHUSI JIMHHOMN 130(OpMbI OeIKa
TCIRG]1, usBectHoit moa HazBanueM OC116. O6e MyTa-
U (MoauMopdu3M) — HOBBIE.

MornekyiasipHasi OWarHOCTHKa HE TOJBKO IIOM-
TBepXXIaeT OWarHo3, HO M, 0O€3yCJI0BHO, IOJIe3HA
B TCHETMYECKOM KOHCYJIBTUPOBAHUM CeMeil 00Jib-
HBIX AETeH W TIpU IIpeHaTaJbHON auarHoctuke. Kpome
TOro, OHa BaXkHa B BBIPAOOTKE pellleHUs] OTHOCUTEIBHO
TI'CK, Tak Kak mpu peaIkoM cyOBapuaHTe, CBI3aHHOM C
HapyIIeHHEeM CO3pEBaHUS OCTCOKJIACTOB HE M3-3a BHY-
TpeHHero aedeKkTa, HO M3-3a Ie(eKTHOM CUTHANIbHOI
MoaaepKK cTpomMoit (Mytanuu B reHe RANK ligand),
TI'CK Hesa(pdekTuBHA U, ceqoBaTeIbHO, HE TTOKa3aHa.
3anomo3puTh TaKoi BapUaHT MOXHO IMPU MOpGOJIOTH-
YeCKOM HCCJIEIOBAaHUY KOCTHOI'O OMOIITaTa: B OTIMYME
OT «KJIACCMYECKOr0» OCTEOIETPO3a C JOCTATOUYHBIM KO-
JIMYECTBOM OCTEOKJIacTOB, npu aedekre RANKL octeo-
KJIaCThI OTCYTCTBYIOT [9].

Bce BhllIeonmucaHHble KIMHUYECKME CUMIITOMBI
SBJISIIOTCS HeCTIeM(PUIHBIMU, TTIO3TOMY BOIIPOC O Aud-
(bepeHLIMaIbHOM JUAarHOCTUKE OUYeHb akTyasieH. B 00J1b-
IIMHCTBE CJIy4aeB, €CIU B CEMbE paHee He ObLIIO OOTBHBIX
JeTeil WIM paHHUX CMEPTEii, poauTen oOpallamTcs 3a
TMOMOIIBIO K Bpauy, Korga pedeHKy oKoyio 3—4 MecsleB
ku3HU. K 3TOMYy BO3pacTy 0OTMeUaloTcs yBEIMICHUE KM -
BOTA 3a CYET reraToCIUICHOMETaIuy, U3MEHEHUS B aHa-
JIN3ax KPOBH, IPU3HAKU OTCTaBaHUS B (DU3MUYECKOM
M TICUXOMOTOPHOM pa3BuTun. Hepenko takue 60i1bHBIE
HAaIIpaBJISIIOTCA Ha KOHCYJIBTAIIMI0O K OHKOIeMAaToJIOoTYy.
IIpu obcnenoBaHMM B aHaANIM3aX KPOBU YaCTO BBISIBIISI-
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I0TCsI aHEMMUSI, TPOMOOLUTOIIEHMS, aHU30IMOUKUIOM-
T03. Tak e Habmogacs JeUKOUNTO3 U JTUMQOILUTO3.
IIprunHbBl MOJOOHBIX M3MEHEHUI CO CTOPOHBI KPOBU
IOKa OO0 KOHLIA He M3y4YeHbl. [IpuM3HAKOB YBEIMYECHUS
JIuM@aTUYeCKNX Y3JIOB OOBIYHO HeT. B muenorpamme
Yy HEKOTOPBIX OOJIbHBIX OTMEYAJIOCh CY:KEHUE SPUTPOLI-
TApHOTO U TPOMOOLIMTAPHOIO POCTKOB, MOHOLIUTO3, HO
B HEKOTOPBIX CJIydasx MOXET ObITh HOpMaJibHasl KapTu-
Ha. Criendudeckrie U3MEHEHUS I «KJIaCCUYECKOTo»
OCTEOIeTpo3a HaOMIOJAIOTCA TpPU  TPEMaHOOMOIICUU:
MPU3HAKU CKJIEPO3UPOBAHUSI, YMEHbIICHUE WIM OTCYT-
CTBUE TeMOIIO3TUYECKON TKaHM, HelpaBujibHast (popMa
KOCTHBIX 0alioK, HepaBHOMEpHas MX KalbLM(pUKaLNSI,
YMEHBIIIeHWEe KOoJInm4yecTBa ocTeobnacTtoB. CyliecTBy-
0T peakue (OpMbI OCTEOIETPO3a, IMPU KOTOPHIX OT-
MEYaeTcs IMOJHOE OTCYTCTBUE WM PE3KOe CHIDKEHME
OCTEOKJIACTOB.

B oTiuMuyue OT OHKOJIOrMYECKHX IIPOLECCOB II0-
JaBJeHUE KPOBETBOPHBIX POCTKOB IPOMCXOIUT HE 3a
cuer mnposmdepaldy IATOJOTMYECKMX KIETOK, a 3a
CYEeT Ipoliecca CKICPO3MPOBAHMSI KOCTHOTO MO3ra.
B cBs3u ¢ HapylieHneM (YHKIIMOHUPOBAHUS OCTEO-
KJIaCTOB HE IPOMCXOIUT IIpoliecca pe3opOLMU KOCTH,
YTO TIPUBOIUT K aKTUBHOMY KOCTEOOpa30BaHUIO U 3a-
MEILEHUIO KOCTHOTO MO3ra, KOTOpO€ MOXHO BUICTh
npu MopdosornyeckoM wucciiegoBaHuy. Bo3HuKaooT
9KCTpaMeny/UIIpHbIe OYar KPOBETBOPEHUSI, YTO IIPH-
BOJUT K renaTOCIICHOMEeTaIuU, TUIIePCIUICHU3MY.

XapakTepHble U3MeHeHus1, Bcrpevaromyecs B 100%
ClIy4yaeB — PEHTTCHOJIOTMYeCKUE M3MEHEHMSI B KOCTSIX.

OTMevaeTcsl MOBBIILIEHHAs IUIOTHOCTb KOCTE, Hapylle-
HHE KocTeoOpa3oBaHUsI B MeTa(pr3axX ITMHHBIX TPYOUaThIX
KOCTei1, MPU3HAK «KOCTb BHYTPU KOCTH», KOIJa BOKPYT
KOCTH MOXHO YBUAETb €€ BTOpoe ouepTaHue (puc. 3).
TakuM 00Opa3oM, ONnMpasiCh Ha JaHHbIE aHAMHE3a,
0COOEHHOCTH (DEeHOTUIA, HAIUMYKME HEBPOJIOIMYECKUX
MPOSIBJICHUI, YBEJIMYECHUE pPa3MEPOB I€YCHU U Celie-
3¢HKM, U3MEHEHMSI B aHaJIM3axX KPOBMU, MOXHO 3aIlo-
JIO3pUTh MH(paHTUIBbHYIO (GopMy ocTteorneTpo3a. Jisg
YTOYHEHUsI IUarHo3a HeoOXOAMMO IIPOBEACHUE PEHTIE-
Horpauy KOHEYHOCTE! U IpyHOI KiieTKU. BeimonHe-
HHUE TPENaHOOMOICUHU ITO3BOJIUT IOATBEPAUTh IMATHO3
M YyTOUHUTH CyOBapMaHT ocTeorneTpo3a (mpu nedekTe
reHa RANKL octeokiacTtsl OTCYTCTBYIOT). [t mocie-
IYIOILEro CEMEHOTO KOHCYIBETUPOBAHUS 1 IIPOBEACHUS
MpeHaTaJbHOI AMArHOCTUKU HEOOXOAMMO IIPOBEICHUE
MOJIEKYJISIPHO-TEHETUYECKOr0 00C/Ie0BaH sl OOJIbHBIX.
EnviHCTBEHHBIM METOIOM JICUEHUSI MHQpaHTUIb-
HOIi (DOPMBI OCTEOIETPO3a B HACTOSIIEE BPEMS CIIYXKUT
TI'CK. IIpu 3ToM, ecnu orepauust IPOBOJUTCS IO pa3-
BUTUSI aTpO(PUU 3pUTEIbHBIX HEPBOB, TO 3TO I103BOJISI-
€T IPEeIOTBPATUTD MOTEPIO 3PEHMSI U Pa3BUTHUE APYTUX
ocnoxHeHuii [14]. Ha MOMeHT HamucaHUsl CTaTbU ajl-
norenHast TI'CK Oblia npoBeneHa 26 nmauueHTaMm us 27
OOJIBHBIX, B OMHOM ciiydae — aBaxasl [15]. I3 26 nereit
21 peOGeHOK XUB U MMEET JOHOPCKOE KPOBETBOpPEHUE.
BrrkrBaeMOCTh Ipu MeauaHe HaOmoaeHus 9 1eT 3 mec
coctaBmia 80,8% (pe3ynbTaThl FOTOBSITCS K MyOJIMKa-
uun). Takue «cTaHgapTHbIE» ociioxHeHus mociae TITCK
KakK CJIOXXHOCTb B TOCTUXKEHUU YCTOMYMBOIO TOHOPCKO-

Puc. 3. Penmeenoepamma Huxcnux koneunocmeii (A) u 063opnas penmeenopamma (b) pebenxa 10 mecsyes ¢ 0uaznozom aymocomHo-peyeccusHbulii ocme-

onempo3s, ungpanmunvras (310kavecmeennas) gopma. TomanvHoe nopasicenue KOCMHbIX CIMPYKMYP, yeeauHeHue nRAOMHOCMU, RPUSHAK «KOCMb HYMPU

Kocmu» 6 mpyGuamoix Kocmsix (cobcmeeHHble OaHHbIe): a — NOGbIUEHUE PeHM2eHO-NAOMHOCMU KOCMell (CM. PA3HULY ¢ pyKoil 63p0cio2o); 6 — omcym-

cmeue guU3yaIu3auuy mpabeKyasipHoi CmpyKmypol 2y6uamozo eeujecmeda; @ — OmMcymcmeue KOCMHOMO03208020 KAHAAA 8 OAUHHbIX MPYOYamsixX KOCMSX;
2 — NAMOZHOMOHUHHBLI CUMRMOMOKOMNACKC «<KOCMb HYMPU KOCMU»; 0 — DAHHASL 0CCUDUKAUUS
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ro XMMepr3Ma, paHHsISI CMEPTHOCTh OT CeIicHca, BEHO-
OKKJIFO3MBHAs1 00JIE3Hb ITEUYEHU 1 pa3IMIHbIe MHDEKIIUN
B ITIOCTTPAHCIUIAaHTALIMOHHOM IIepUOJE BCTPEYAIOTCS H0-
BOJIBHO YacTo. OmHaKO OTMevaloTcsd U 0ojee crierudu-
YeCKHe OCJIOKHEHUS: TUIIePKAIbLIMEMUSI U JIeTOYHas
runepteHsus [16]. I1o maHHBIM pa3IMYHBIX aBTOPOB,
apdpexkTuBHOCTh TT'CK Mpu UCIIONB30BaHUM KOCTHOTO
MO3ra 1 IeprcepryeCcKrUX CTBOJIOBBIX KJIETOK COCTaBISI-
eT 45—55% [14—16].

YrHeTeHre KOCTHOTO MO3Tra M PUCK BO3MOXKHOI T10-
TepU 3pPEHUSI — 3TO aOCONIOTHBIC U YPreHTHBIC ITOKa-
3anus i nposeaeHuss TI'CK. ITo maHHBIM n1uTepaty-
pBI, HA CETOIHSIIITHUI JeHb CYIIIECTBYIOT 2 aOCOMIOTHBIX
MIPOTUBONOKA3aHU K MpoBeAeHuIo ctangapTHoit TTCK
(B cBs13M ¢ ux HeadekTuBHOCTHIO). [lepBoe — medekr
B reHe RANKL; BTOpoe — HeBposornueckas ¢popma
OCTEOIeTpO3a, KOTOpas XapaKTepH3yeTcs MepBUYHOMN
sHuedanonaTueii U HelpoaereHepauueii, TUIIEPTOHY-
COM U1 OBICTPO MpOrpeccUpyloleit 3aaepKKoii pa3BUTHSI.
DT1a (hopma ocTeoIeTpo3a acCOMMpoBaHa ¢ MyTallleil B
reHe OSTM 1 v unoraa ¢ mytanueit B rene CLCN7. I1po-
TUBONoOKazaHusAMM K mnposeaeHuto TI'CK moryr ciy-
KWTh WHAWBHUIYaJIbHbIE OCOOCHHOCTH peOeHKa — ero
TSDKEJIOe COCTOSIHHE 3a CUeT MH(EKIMOHHOTO CTaTy-
ca, TSDKEJIOM ObIXaTeJbHOM HEOOCTATOYHOCTH, BBICOKO-
ro BHYTPUYEPEITHOIO NaBJICHUS WIM Cepbe3HOE OTCTa-
BaHME B Pa3sBUTHHU B CBSI3M C IOTEpeil cliyxa U 3peHUs
[9]. ITpu sdbdextuBHoMt TI'CK oxumaeTcss BoccTaHOB-
JieHne QYHKIIUM ocTeokaacToB. OO 3TOM MOXKHO CYIUTh
110 BO3HUKHOBEHUIO TUMEPKAIBIIUEMUH, TUTIEPKATIbIIN-

ypUH, IO UCCIEAOBAaHMIO OMOIITaTa KOCTHU, II0 IPOCBET-
JICHUIO KOcTeil mpu peHTreHorpacduu. Hopmanuszamus
(opMyIBl KpPOBH, YMEHBIIIEHHE Pa3MEpPOB CEJIC3EHKH
M TICYCHM TaKXKe SIBJISIIOTCS TI0Ka3aTeISIMU BOCCTAaHOBIIE-
HUS PYHKIMY OCTEOKIacToB [15].

B nacrosee Bpemst ucrnonb3oBanue TI'CK mpen-
JlaraeT BO3MOXHOCTH KYpPaTUBHOTO JIeYeHUsI OOJIbIIH-
CTBa cjy4yaeB WH(aHTUIBLHOI (OPMBI OCTEOIETPO3a.
IIpu sTOM cliemyeT OTMETUTD, YTO CUMITOMBI, Pa3BUB-
1Iecs Ko BpeMeHU TpaHCIUTaHTalK, HeoopaTuMabl [17],
YTO OITSITh BO3BpAIlaeT K BOIPOCY paHHEH TUAarHOCTUKHU
¥ CPOYHOCTHY MPOBEACHMS JIEYSHUSI, TaK KaK TOJIBKO paH-
HSISI TPAHCIUIAHTAIMS MOXKET CIaCTU XXU3Hb MalleHTaM
M MIPEAOTBPATUTh Pa3BUTHE TSIKEIBIX OCIIOKHEHUI.

Takum o06pa3oM, HACTOPOXEHHOCTH IIeAUATPOB
M IETCKMX FeMaTOJIOTOB B OTHOIIIEHUU 3JI0Ka4eCTBEHHO-
IO OCTEOIIeTPO3a U paHHSISI €TI0 AMAarHOCTHUKA OTKPBIBAIOT
BO3MOKHOCTH COXpPaHEHUs KU3HU U KyPaTUBHOTO Jieue-
HUSI JUTS OOJIBIITMHCTBA O0IbHBIX MHMAHTUIBHOM 310Ka-
YeCTBEHHOM (hOpMOIi OCTEOIeTpo3a.
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