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Pesiome Abstract

OO030p TOCBSAIIEH HACIECTBEHHBIM HAPYIICHUAM The review is dealing with hereditary connective
coequnutenbHoi Tkanu (HHCT), Berpewarommmest B tissue disoders in children’s orthopaedic practice. It
JIETCKOW OpTOomeAndeckol npaktuke. [IpencraBnena kim- provides a clinical characteristic of it’s main classes.
HUYECKas XapakTepUCTHKa OCHOBHBIX KiaccoB HHCT. Review also includes an attempt of biochemical sys-
[pennpursTa NONbITKA GHOXMMUYECKON CHCTEMATU3AIIMH tematization of the types of hereditary skeletal dyspla-
HACJIETICTBEHHBIX CKENIETHBIX JIUCTUIA3UH, 00y CIIOBIEHHBIX sia caused by genetic defects of extracellular matrix
TeHeTHYeCKNMH Je(eKTaMi OElKOB BHEKJIETOYHOTO Ma- proteins, enzymes taking part in their biosynthesis, and
TpUKCa, PEPMEHTOB MX OHOCHHTE3a, a TAKKS OCHOBHBIX the main regulators of connective tissue morphogene-
PeryisitopoB MOp(oreHesa COCIMHUTEIBHOM TKAHH, Ta- sis, such as transforming growth factors and fibroblast
KHX KaK TpaHc(opmupyiomme u Gpudpobmactisie (axro- growth factors, their receptors and antagonists as well
PbI POCTA, X PELENTOPbI 1 AHTATOHUCTBI, a TAKXKE TPAHC- as transcription factors. This classification is compared
KPHIIHOHHBIE (hakTophL. [IpoBeIeHO ConocTaBeH e 310it to the International Nomenclature of Skeletal Dyspla-
KrraccnuKamyn ¢ MekayHapoaHO# HOMCHKIIATY PO Ha- sia which is mainly based on radiological data.

CIICACTBEHHBIX CKEJICTHBIX JUCITIA3Wi, OCHOBAHHOM IJIaB-
HBIM 00pa30M Ha PEeHTTEHOIOTIECKHUX TAHHBIX.

Key words: hereditary connective tissue di-
soders, children's orthopaedic practice, hereditary
skeletal dysplasia

Knwuesvie cnosa: nacieocmeenmvie HapyueHus
COCOUHUMENbHOU MKAHU, 0emcKask Opmoneoudeckas
NPAKMuKa, HaAC1eOCMEEHHbLE CKelemHble OUCNLA3UL

YACTb Ill. HACTIEICTBEHHBIE HAPYLLEHUA COEOUHUTENBHOMN TKAHM, COMPOBOKAOLIMECH
MOBBbILLEHHOW IOMKOCTbHO KOCTEW, HAPYLLEHUEM WX MUHEPANBHOW NNOTHOCTI, OCTEONU3OM

B ocobyro rpymmy cieayeT BHIICNATh CKENETHBIE  HACIIEACTBEHHOTO 3a00JIEBaHHSA COCTMHHUTENFHON TKa-
JTUCTIIa3HH, BEAYIIMMH KIMHHYECKHUMHA TIPOSBICHUSIMA ~ HU. Pa3niuHble KIMHUYECKHWE BapHAHTHl ayTOCOMHO-
KOTOPBIX SBJISAIOTCS MOBBILICHHAs! JIOMKOCTb W/MIM Ha-  JOMHUHAHTHOTO HECOBEPILUCHHOIO OCTEOreHe3a (THIIBI
pYLLICHHE MHHEPAILHOM IUIOTHOCTH KOCTH, a Takke  [-IV) oOycnoBieHbsl MyTalusiMH B IBYX I'eHax o-Lerei
octeonu3 (Tadi. 1). [ToBbllIeHHAst JIOMKOCTh KOCTH siB-  KojutareHa I tuma [1]. FIX reTeporeHHOCTh OpeessieTcs
JIsieTcs BEAYIIUM KITMHUYECKUM TPOSIBIIEHUEM HecoBep-  xapakTepoMm nospeskaeHuii renoB COL1AT u COL1A2.
IIIEHHOTO OCTeoreHe3a — Hanbolee paclpoCTpaHeHHOTO B HacTosiiee Bpemsi HASHTH(HUIIMPOBAHBI TaKkKe My-
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TaHTHBIE TEHBI TIPH TPeX ayTOCOMHO-PEIIECUBHBIX (op-
MaxX HECOBEpIIEHHOTO OCTeoreHe3a. /[Be n3 HuX — THUTIBI
VII u 1IB — taxoke OKa3anuch ajuienbHbI IPYT APYTY, TaK
KakK 0OyCIJIOBJIEHBI MyTallMsIMUA B OIHOM M TOM K€ T€HE
CRTAP [2]. IIponykToM 3TOro TeHa SIBISeTCS XpAIl-
ACCOIMMPOBAHHBIN OEJIOK, DKCIIPECCUPYIOLITHIACS B MPO-
TUQEpPUPYIONNX XOHAPOIMTAaX KOCTHBIX IUIaT POCTa,
MeCTax KOCTHO-XPAIIEBOTO COSTMHEHHs, 0CTeo0IacTax
M OCTeokJacTax. XpsIl-acCOIMUPOBAHHBIN OEIOK 00-
pasyeT KOMIUIEKC ¢ MposwiI-3-TuApokcuiazod 1 u mu-
kinopummaom B [3]. OOpa3zoBaHue 3TOro KOMILIEKCa
HEeoOXomuMo J171st (PepMEHTATHBHON aKTHBAIMHU TTPOJTHII-
3-runpokcrTassl 1, crierduaeckuM 00pa3oM yIacTBy-
OIIEH B MPOIIECCUHTE MAKOPHBIX (PHOPHUIUIAPHBIX KOJI-
nareHoB | u Il Tunos. I'oMo3uroTHeie MyTaluyu B cCaMoM
reHe nponwi-3-rugpokcuiassl 1| (LEPRE1) naiinenst
y OOJIBHBIX ¢ HECOBEpIIeHHBIM ocTeoreHe3om VIII tumna
[4]. Takum 00pa3oM, ayTOCOMHO-pPEIECCUBHBIC (Hop-
MBI HECOBEpPIIEHHOTO OCTeOoreHe3a OOyCIOBIIEHBI Ha-
pYIIIEHHEM TIPOILIECCHHTa Ma)KOPHBIX (PHOPHILISIPHBIX
KOJUTareHOB W B TIEPBYIO o4epens KojutareHa | Tuma.
CKJIOHHOCTB K TepesioMaM KOCTeW BXOAMT B CTPYKTY-
py cunnpoma bpyka Il Tumna, cs3anHoro ¢ aeduiurom
npyroro (epmeHTa OMOCHHTE3a KoylareHa | Tuma —
muIraApokcuiasel 2 [5]. HeoObranas ¢opma ayrto-
COMHO-JIOMUHAHTHOTO HECOBEPIIIEHHOTO OCTEOTeHe3a,
COYETAIONIAsCS C THOMHBIMH OCTEOMHETIMTAMH U CIIell-
npudeckuMu aepeKTaMu 3yOHBIX CErMEHTOB BEpXHEH
U HWKHEH 4YeJIIOCTE MOJydnsia Ha3BAHHUE YENIFOCTHO-
nraduzapHoi quciiaszun. B aToM ciiydae nedeKTHBIM
OKa3bIBACTCS TPAHCMEMOpPAHHBIA TIHUKOMIPOTEHH, 00-
JIaIAIOMIAH BEICOKMM YPOBHEM JKCIIPECCHUU B MBIIIIIAX,
XOHJIPOIIUTAX M OCTE00NIacTaX KOCTHBIX 30H pocTa [6].
B nacrosiiee Bpemst (GyHKIMU 3TOTO Oelika HEM3BECTHBI.
[NoBbIlIeHHAs! IOMKOCTh KOCTH BXOIHUT B CTPYKTYpY He-
KOTOPBIX OCTEOXOHAPONUCIUIA3UH, OMMCAHHBIX BBIIIE,
TaKuX, HaIpUMep, Kak axoHaporene3 IB wiu cunpom
AmnTnes—bukcnepa (Antley—Bixler).

B HexoTophIX criydasx Jerkue (hopMbl HECOBep-
LIEHHOTO OCTEeOreHe3a KIMHWYECKH TPYAHO OTIMYHUTD
OT OCTEOTI0PO3a, II0ITOMY HEYAUBHTENIBHO, UTO Y Psijia 11a-
[IMEHTOB C CEMEHHBIM OCTEOTIOPO30M HIIH OCTEOTICHHEH
WICHTU(QUIMPOBAHBI My Tl B TeHaX KoJutareHa | Trma.
B GonpImmHCTBE cydaeB y TakuX OOJIBHBIX HAOFOIAIOTCS
HEKOTOPBIE JIPYTHE TPOSIBIICHUST MSTKOW COSIMHUTEIHHO-
TKaHHOM aucriazuu. OCTeonopos SBISETCS COMyTCTBYIO-
MM TIPOSIBIICHUEM HEKOTOPBIX OCTCOXOHIPOIHCIIIA3HHA,
TaKHX, HApUMeEP, Kak JAuciuiasust KHUCTa Wit ckeneTHast
muctoiasust Cad-/luero. Jlokazana cBS3b CHHIpOMA OCTE-
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OTTOPO3-TICEBIONNINOMA, a TAaKXKe JIOMHUHAHTHBIX (HOpM
0CTEOoTIopo3a C MyTAIlMsIMU B TEHE OHOTO U3 PEIETITOPOB
JIMMONPOTENHOB HU3KOH ruotHocTH — LRPS [7, 8].

['enepann3oBaHHBI OCTEONOPO3 BXOAUT B CTPYK-
TYPY /ABYX aJUICIBHBIX ayTOCOMHO-PEIECCHUBHBIX CHH-
JPOMOB, 00YCIIOBJICHHBIX MYyTaIlHsSIMHU B T€HE MaTPHKC-
HOW METAaJJIONPOTENHA3bl 2 — MYJIBTUIEHTPHYECKOTO
ocTteonusuca u cuHapoma Topra—Bunuecrepa [9, 10].
BenyumM KTMHUYECKUM MPOSBICHUEM ITHX TSHKEIBIX
OCTEOXOH/APOAUCIIIA3U sIBIsieTcsl ocTeonn3. Kimoue-
BYIO POJIb B IIpOIleccax KOCTHOTO PEMOJIETUPOBAHUS —
OCTEO0JIN3a M OCTEOCHHTE3a — UIPAET IMapaTUPEOU THBIN
TOPMOH, OKasbIBaroNuii 0OpaTHBIH A(h(deKkT mo cpas-
HEHHIO C KaJbIIUTOHUHOM Ha (HOCHOPHO-KAITBIIUEBBIN
romMeocTtas. OTOT TOPMOH MOXET CTUMYJIUPOBaTh 00pa-
30BaHUE HOBOW KOCTHOM TKaHHU, HO MOXKET M 3aMEJISATh
CHHTE3 KoJIareHa, MUHEPaIU3aliio KOCTH, HHAYIUPYS
octeonu3. He nckimroueHo ygacTre 3Toro ropMoHa B pe-
TYIALAHN SKCIIPECCUN MATPUKCHBIX METAJUIONPOTEHHA3.

[lepBast MOneTb HACIIEICTBEHHOTO OCTEOIIOPO3a OblTa
TIOJTyYeHa ITyTeM HAIPaBICHHON MHAKTUBAIMN Y MBIIIEeH
Majoro MHTEPCTHULMAIBHOIO NpoTeorKaHa—| — Oumm-
KaHa. B 3ToM ciyyae CKIIOHHOCTB K OCTEONOpO3y y TpaHC-
TEHHBIX JKHBOTHBIX Pa3BUBACTCSI BCIICJICTBUE CHIDKCHUS
CKOpPOCTH POCTa KOCTEM M yMeHbIlleHus: ux Macchl. Ha-
TipaBJicHHAs WHAKTHBAIUS y MBIIIEH TeHa OCTEOIOH-
THHA — CTPYKTYpPHOTo OejKa BHEKJIECTOYHOTO MaTpHKCa,
OTBETCTBEHHOTO 332 MHHEPAIU3ALMIO KOCTH, MPUBOAUT
K TIOBBIIICHUIO YCTOWYHMBOCTH TPAHCICHHBIX JKUBOTHBIX
K Pe30pOLIHY KOCTH, HH Ty [TUPYeMOH OBapruoskTomuei [ 11].
OTH pe3yNbTaThl YKa3pIBAIOT HA CHEIU(PIUYSCKYIO POJTh
OCTEOIIOHTHHA B ()OPMHPOBAHHH MOCTMEHOIIAY3ITEHOTO
ocTeonopo3a. BeickazaHo MpeIoNoKeHre 0 TOM, YTO MO-
JIaBJICHHE aKTHBHOCTH OCTEONOHTHHA B MOCTMEHOIAy-
3aITBHBIH TIEPHOJ MOKET OKa3bIBaTh MPOTEKTUBHYIO POJIb
B OTHOIIICHWH Pa3BHUTHsI OCTEOINOpPO3a Y JKSHIIUH. AHO-
MaJlbHasl PEerYJIAIH aHTarOHUCTOB KOCTHBIX Mop(oreHe-
THYECKMX OENTKOB TaKkKe acCOIMMPOBAHA CO CHIDKECHHEM
MHHEPAIBLHON IUIOTHOCTU KOCTH. TaK, TUIEPAIKCIIPEcCHst
HOITHHA — OJTHOTO U3 aHTarOHUCTOB TPAHC(HOPMHUPYIOLHX
(hakTOpoB pocTa 3 — B 3PEIIbIX OCTCOKAIBIIUH-TIOIOMKH-
TEJIbHBIX O0CTE00NAcTaX MPUBOIUT K PE3KOMY CHIIKCHHFO
CKOpOCTH (HOPMHUPOBAHKS KOCTH M €€ MIHEPaJIbHOM TUIOT-
HOCTH, CJIEJICTBUEM Yero SIBISIETCS Pa3BUTHE TSDKEIOTO
0CTEOIO0pPO3a Y TPAHCTEHHBIX KUBOTHBIX.

Bornbiioli KOMITIEKC UCCIeIOBaHNI HANPaBJIeH Ha 0-
MCK TEHEeTHYECKUX (DAKTOPOB PHCKA, TPEAPACTIONaratoIix
K Pa3BUTHIO MYJIBTH(AKTOPHAIBHBIX (OPM OCTEOIOpo3a.
B Hacrostiiee BpeMsi BO MHOTHIX TeHaX HalIeHBI TOIMMOpd-
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Tabnuua 1. HacnecTBeHHbIE HapyLIEHUS COBANHUTENBHOI TKAHY, CBA3AHHBIE C MOBBILIEHHOM NOMKOCTbIO KOCTEN, HapyLLEHVEM MUHEpaIbHO/

NMOTHOCTW KOCTI U OCTEONNU30M

Ho3onorunyeckas ¢opma;

OCHOBHbIe KNMHU4Yeckue Kputepuun
ANAarHoCTUKN

l'eH, NnepBUYHbIN GUOXMMUYECKUIA
nedekr

HecoBepLueHHbI ocTeoreHes,
Tmn |; 166200

HecoBepLueHHbI OcTeOreHes,
Tun 1l; 166210

HecoBepLueHHbI OCTeOreHes,
Tun ll; 259420

HecoBepLueHHbI OCTeoreHes,
Tun 1V; 166220

HecoBepLueHHbI ocTeoreHes,
C anepconoaoGHbIM
deHOTMNOM

OcTeonopos, ayToCOMHO-
LOOMUHAHTHbBIN

HecoBepLueHHbI ocTeoreHes,
Tun VI, ayTocomHOo-
peLeccuBHbIv; 610682

HecoBepLueHHbI OCTeOreHes,
Tun 11B; 610854

HecoBepLueHHbI OCcTeoreHes,
Tun VIII, aytocomHo-
peueccuBHbIn; 610915

CuHppom Bpyka (Bruck),
Tun |, ayTocoMHo-peLieccuB-
HbIA, 609220

HecoBepLueHHbI ocTeoreHes
C HEOBbIYHBIMU CKENETHBIMU
HapyLLIEeHNAMWN, YEMNCTHO-
AvadumsapHas aucnnasus;
166260

MynbTuueHTpudeckui
OCTEO0Nn3 C y3namu

1 apTpornaTtuei, cayfoBCKOro
TUna, ayToCOMHO-
peLieccuBHbIv; 605156

Topra—BuHuecTepa
cuHapom (Torg—Winchester),
ayTOCOMHO-PELIECCUBHbIN;
259600

MHoxecTBEHHbIE Nepenombl KOCTew, ronybble cknepbl,
YMepeHHbIe HapyLLeHUst AEHTMHOOOpa30BaHus, TYroyxocTb
y 50% 60nbHbIX, NPK rMCTOMOPOMETPUN — YMEHbLLEHWE
LLIMPVHBI KOPTMKANBHOTIO Cros, Yncra Tpabekyn, uaMeHeHns
CTPYKTYPbl KOCTU 1 Ap.

MHOXeCTBEHHbIE BHYTPUYTPOOHbIE NN POAOBbLIE NEPENOMbI
KOCTEN, MEMOPaHO3HbIV Yepern, TEMHO-ronybble CKepsbl,
HeoHaTasnbHas NeTanbHOCTb

PaHHve nepenombl ANUHHBLIX TPyGYaThIX KOCTEN,
nporpeccupytoLlas Aedopmaumsi ckeneta, ronybble cknepel,
LIBET KOTOPbIX C BO3PaCTOM HOpMarnu3syeTcs, HapyLLueHne
[eHTMHoobpa3oBaHus

Penkvie nepenomsl, NporpeccupytoLlas Aedopmanmsi KOCTEN,
0TOCKIEPO3, Maronorust 3y6oB, HopMaribHble CKepsbl

Mpwu3Hakn HecoBepLueHHoro octeoreHesa lII/IV Tvna
B COYETaHWM C runepmMobunbHOCTbLIO CYCTaBOB,
rMNeppacTH>KUMOCTBIO U TOMKOCTbLIO KOXM

Tsxenbli, MANONATUYECKNA, MOCTMEHOMNay3anbHbIi
OCTEONnopo3, NepernoMbl NO3BOHOYHMKA

MHOXeCTBEHHbIE BPOXAEHHbIE NEPENOMbI, NporpeccupyoLLas
nedopmaumst KocTel, HaHu3M, ronyboBaTble CKiepbl,
pu3oMenusi u coxa vara, TMCTOMOPOMETPUYECKME

aHoMarnmmn CXodHbl C TeMu, KOTopble HabnogaroTes npu | Tune
3aboneBaHus

MHOXeCTBEHHbIE BHYTPUYTPOGHbBIE U UHTPaHaTanbHble
NEepenombl KOCTEN, OTBEAEHHOE MOMNOKEHNE HKHUX
KOHEeYHOCTeW, HopMarbHbIE CKIEPbI, HEOHaTarnbHas
neTanbHOCTb, HEPEAKo 0ByCroBreHHast PecrMpaTopHoOM
VHOEKLMEN, BbipaXXeHHas OCTEONEHMS, AMCNNasus AMadu3oB

[MpomexyToyHas bopma Mexay netanbHbIM TUnom Il

1 TspkenbiM Tunom lll, ykopoueHne OnnHHBIX KOCTEN, HaHN3M,
0CTEeOonopo3, MEMOPaHO3HbIN Yepen C LUMPOKO OTKPbITIMU
poAHUYKaMu, Ae30praHM3aLnmsa KOCTHOroO MaTpukea,
nykoBULleo6pasHble MeTaduabl, HOpMarbHble CKIEpbI

PaHHne neperiombl KocTen, BPOXAEHHble KOHTPAaKTYPbl,
nTepurnymMmbl CyctaBoB

YacTble nepenombl KOCTEN B AETCKOM U MOAPOCTKOBOM
BO3pacTe, rHOVHbIE OCTEOMUENUTLI anbBEONISPHBIX OTPOCTKOB
YerntocTen ¢ passuTem pnbposa n KanbumdukaTos, B psaae
cryyaeB NpuMBOASLLMX K NULEBBIM AedopMaLmam

Pe3opbLyst KocTell 3anscTbst U NPEAnIICHbI,
VHBanuausnpyoLlas auctanbHasi apTponaTusi, 0CTEONopos,
MOAKOXHbIE Y3ESKM Ha NaJoHAX U NMOAOLLBAX, KpaHWarbHbIi
CKMEepOo3, YepenHo-nLeBble Au3Mopdum

HaHuam, Tshxernble KOHTPaKTypbl CycTaBoOB, Nepudepnyeckoe
NOMyTHEHMWE POroBuULbI, rpyGble YepThbl N1LA, pacTBOpeHue
KapnanbHbIX ¥ Tap3arbHbIX KOCTE, reHepan3oBaHHbIN
0CTEOomnopo3

COL1A1 (17921.31-922),
COL1A2 (7922.1), MaXXOpHbIN
PubpUNNspHbIN kKonnareH | Tuna

LRP5 (11913.4), peuentop
NMNONPOTENHOB HU3KOM
NAOTHOCTU 5

CRTAP (3p22),
XpsiL-acCcoLMMPOBaHHbI Henok,
06pasyroLLMI KOMMIEKC C MPONWI-
3-rmgpokcmnason 1 — dbepmeHTOM,
y4yacTBYOLLMM B NPOLECCUHIe
MakOPHbIX hnbpUNNApHbIX
KornnareHoB

LEPRE1 (1p34),

nenpekaH — NewnLmH 1 NponnH-
oboralleHHbI npoTeornvkaH 1,
OTHOCSILLMICS K Kriaccy nponwun-
3-rmapokcmnas 1

PLOD?2 (3923-g24), nuaun-
4-rngpokcunasa 2 — hepmMeHT
6uocuHTe3a konnareHa | Tuna

TMEM16E (11p14.3),
TpaHCMeMGPaHHbIN MUKONPOTENH
C BbICOKV/M YPOBHEM 3KCMpPeccumn
B MblLULAX, XOHAPOLMTAX

1 ocTeobnacrtax KOCTHbIX nnat
pocTa

MMP2 (16q13),
MaTpUKCHaA MeTansionporenHasa 2

)|
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HBIE aJUIeNn, aCCOIMUPOBAHHBIE ¢ 0cTeornopo3om. [Ipexe
Bcero 910 Sp1-rmomMophu3M B TPOMOTOPHOM 00JIACTH TeHa
COL1A1, He 3aTparuBarolii CTpyKTypy O-LIEMH, HO CHU-
JKaIOLMH CKOPOCTh ee cuHTe3a [12]. 3T0 HEYIMBUTEIBHO,
€CJIM Y4YeCTb, UTO SKCTPAKIICTOUHbIE (PUOPHILTBI KoJLTareHa
I yuactByroT B TIOAJIEp)KaHUM MHHEPAJIGHON TUIOTHOCTH
KoCTH. MBI y)ke TIMCai O POJI aHTAarOHHUCTOB KOCTHBIX
MopdoreHeTHYeCKuX OEMKOB M, B YaCTHOCTH, HOTTHHA
B MaTtoreHe3e 0cTeornoposa. JpyruM aHTaroHuCcToM, B3au-
MOJCHCTBYIOIMM C HOTTUHOM, SIBIISIETCSI CKIIEPOCTHH, U €10
AQHOMAJIbHAS DKCIIPECCHS] TaKXKE TMPHBOIUT K CHIDKCHHIO
MHHEpAIBbHON TUIOTHOCTH KOCTH. OKa3anoch, YTO ONMH
13 TOMMMOP(U3MOB TeHa CKIEPOCTHHA — WHCEPIWS 3-X
HYKJICOTHAOB B IPOMOTOpHOM paiioHe reHa SOST — acco-
[IMMPOBAH C YMEHBIIIEHHEM MUHEPAIbHOHN TUIOTHOCTH KO-
CTH B TOJIOBKE Oe/Ipa M TIOSICHUYHBIX TTO3BOHKAX Y JKEHIIMH
[13]. D10 U PUBOIUT K (POPMHUPOBAHHUIO HACIIC/ICTBEHHOM
TIPEIPACTIONIOKEHHOCTH K TTOCTMEHOMAy3albHOMY OCTe-
0TIopo3y Y HOCHTENeH manHoro nommmMopdmsma. [pu co-
gerannu uHCeprmu B TeHe SOST ¢ mommmopduamom
B Spl-cs3pmBatomiem caiite reHa COL1A1 naOnmromaercst
auTHBHBIA 3 dext. Haiinena cBsi3b ¢ 0cTeonopo3om He-
KOTOPBIX MOMMMOPQHBIX ajuteneii reHa LRPS.

T'oBopst 00 ocTeoropo3e 1 OCTEONH3e, MBI HE MOKEM
00OUTHCH 0€3 YITOMUHAHHS UX aCCOITHAITIH C TOPMOHAIb-
HBIMH HapymieHusiMdA. Tak, y OONBHBIX FOBEHHIIHHBIM
OCTEOIOPO30M Hal/ieHa MyTallys B T'eHe KaJbIIUTOHHHA,
Hapymaronias cruaidcusr [14]. Ogna U3 nonIMMopgHBIX
MYTalMi B TeHE PelienTopa KAITbIIUTOHNHA ACCOLMMPOBAHA
C JIOCTOBEPHBIM CHIDKEHUEM KOCTHOM Macchl y IIOCTMEHO-
Tay3aJIbHBIX JKeHIIHH. [ [poTHBOpedrBhIe TaHHbBIe TOTyYe-
HBI B OTHOIIIGHUH CBSI3H TPEIPACIIONOKEHHOCTH K OCTE0-
MOpOo3y ¢ MOMMMOP(HBIMA MYTAIMSIME B T€HE perienTopa
ButamuHa D. [Ipy B3anMoAeiCTBIM C peLienTOpOM Kajlb-
LUTPHOJIA — aKTHBHOW TOPMOHAIBHON (DOPMBI BUTAMHHA
D — nmpoucXouT MHIYKIUS CHHTE3a OCTEOKATBIIHA — Ma-
YKOPHOTO HEKOJUTAreHOBOTO Oellka KOCTHOW TKaHH, OTBET-
CTBEHHOTO 32 MUHEpanm3aiuo kocTy. [lokazaHo, 4to He-
KOTOpBIE TIOMMMOP(U3MEI B TeHe perienTopa BuramuHa D
MOTYT BJIMSATH Ha YPOBEHb CHIBOPOTOYHOIO OCTEOKAIIbLIHA
[15]. OnHako npsIMOI accolMaU MEXY MOJIMMOPHHBI-
MU ajuiessiMi reHa VDR 1 MUHEPaIbHOM TIOTHOCTBIO KO-
cTH He HaizieHo. [To-BuMoMy, 3T ajuieNid B HEKOTOPOr
CTENEHH acCOIMUPOBAHBI C TTOBBIIIEHHOH JIOMKOCTBIO KO-
CTH ¥ MOTYT OKa3bIBaTh 3(PeKT Ha popMUpOBaHHUE TIPE-
PAaCIIONIOKEHHOCTH K OCTEONOpO3y JIMIIb B KOMOHHALIMI
C KaKUMHU-TO JIPYTUMH T€HETHYECKUMH WIH CPEIOBBIMH
(akropamu pucka. boree onpeneneHHO JoKa3aHa accoly-
aIys ¢ 0OCTEONIOPO30M OTHOTO M3 IOMMMOP(HBIX ayutenei

D2

B 5’-HerpaHcmupyemoii oomactu reHa RIL wm PDLIM4
[16]. DTOT reH aKTUBHO 3KCHPECCUPYETCS B CTPOMAIBHBIX
KJIETKaX KOCTHOTO MO3Ta, W, TIO-BHFIMOMY, OH BOBJICYECH
B U QepeHIMPOBKY ¥ (QyHKIMOHHUPOBAHUE OCTeoOIa-
cTOB. [OMO3UIOTHI IO MOMMMOP(HOMY AJIENI0 MMEIOT
camMble HU3KHE, a TeTepO3UTOThI — MPOMEXKYTOUHBIE TTOKa-
3aTeliy paiialibHON MUHEPAIbHOM TUIOTHOCTH KOCTH.
[IpencrapnenHsie TaHHBIE MOXKHO PaccMaTpUBaTh
JIUIITG KaK OIPEeNICHHBI 3Tal Ha IyTH HCCIIEA0Ba-
Hus HHCT c BelpaskeHHOM opTomenuyeckoi maro-
soruerd. OYeBUAHO, YTO B caMoe ONmKaiIiee BpeMs
CIeAyeT OKMIaTh 3HAYUTENFHOIO PACIIMPEHHS CITHCKA
MYTaHTHBIX TEHOB, CIIEIU(UIECKUX MyTallMid U acco-
ITUMPOBAHHBIX C HUMHU HACJIE/ICTBEHHBIX OOJIE3HEH CO-
eaunutenbHoM TkaHu. Jinst muorux HHCT yxe ceituac
MPUHIUITAATBHO BO3MOXHA MOJICKYJISIPHAS JIUATHOCTH-
ka. B mepByto ouepenb 3T0 OTHOCHUTCS K 32a00JI€BaHUSM,
JUTS KOTOPBIX HAaMJIEHBI Ma)KOPHBIE MYTAIlNH, OTHOBpE-
MEHHO MPUCYTCTBYIOIINE Y MHOTHUX OOJBHBIX B HEPOJI-
CTBEHHBIX CEeMbsX. MOJNEKYIsipHas TUAarHOCTHUKA TIPO-
BOJUTCS WJIA B CKOPOM BpPEMEHHU OyIeT MPOBOIUTHCS
B IEPEJOBBIX T'€HETUYECKUX IEHTPaX CTPaHbI, TaKHX
KaK MOCKOBCKME MeIUKO-TeHETUYECKUI Hay4HbII
uentp PAMH u HUU neBponorun PAMH, Tomckuii un-
CTUTYT MeIUIIMHCKON TeHeTnkn, Cankr-I1leTepOyprekue
HUMN akymepcra u runekonorun C30 PAMH u Un-
CTUTYT 3KCIIepUMeHTanbHON Meauuuasl PAMH, Y dum-
CKUH Hay4YHBIH IICHTP, a TAKXKE B HEKOTOPBIX APYTHX
METUIMHCKUX yupexkaeHusX. CMcoK MOI00HbIX IIEH-
TPOB €KEroJJHO paciupsaercs. Tem He MeHee 11 00Jb-
muacTBa HHCT wMonexymsapHas u  OmoXuMHYecKast
JMUarHOCTUKA B HAIIed CTpaHe HE TPOBOIUTCS. IJTO
CBSI3aHO C X YPE3BBIUANHBIM pa3HOOOpa3ueM, KIMHH-
YeCKOH M TeHETHYECKOW IeTepOreHHOCTBIO, OOIBIINM
KOJIMYECTBOM T€HOB, aCCOLIMMPOBAHHBIX C MOIO0OHBIMH
3a00JIeBaHUSIMH, U YHUKAJIHHBIM XapaKTepPOM TTO/IaBIIA-
FOIIETO OONBITUHCTBA UACHTUDUITUPYEMBIX Y OOJBEHBIX
myTaruii. OZHAKO BCe MBI SBISEMCS CBUACTEISIMHU
OrPOMHOI0 TIporpecca B 00JIaCTH COBEPIICHCTBOBAHUS
Y aBTOMATHU3AI[UU METOZO0B MOJICKYISIPHOU AMAarHOCTU-
K{, X HE 32 TOpaMH TO BPEMs, KOIJia TUarHo3 JIoOoro
HACJIEICTBEHHOTO 3a00J1eBaHuUs Oy/IeT JOMOTHATHCS MO-
JIEKYIISPHBIM OTIMCAHUEM COOTBETCTBYIOIINX MYTaITHA.
MornekynsipHOi AMarHOCTHKE JOJDKHA MPEANIeCTBO-
BaTh CHCTEMAaTHYeCcKass padoTa IO COCTABICHHUIO HAIIO-
HaIBHBIX perucTpoB, OankoB [IHK, xommbrorepHbix 0a3
JIaHHBIX OONBHBIX C HACTIEICTBEHHOM |, B YaCTHOCTH, OPTO-
TIEJIMYUECKOM MaToyiorueii. Jra pabora He TpeOyeT OOMBIIMX
(bMHAHCOBBIX 3aTpaTr ¥ MOXKET MPOBOIUTHCS Y’KE CETOMIHS.
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