MO OTHOLUEHUIO K XKEHLIMHaM W rpynnaMm c Heaudde-
peHumnpoBaHHbiMn dopmamu OCT u koHTponsa (p<0,05).
£BHO BbICOKasi aKkTMBHOCTb MepedHen Jonu runogwusa y
MY>X4YMH C cuHgpomom MapdpaHa oGycroBrneHa He noro-
BbIMW PasnuMunsiMM, a reHeTUYeCKMMU OeTepMUHaAHTaMu
OCT, KoTopble OCTalOTCA HE U3YyYEHHbIMWM U3-3a OTCYTC-
TBWUSI COOTBETCTBYHOLLUX MOMEKYNSPHO-reHETUYECKMX TeX-
HOJSIOMMN B COBPEMEHHOWN MeauLMHE.

Y *eHLWH ¢ cuHapomoM MapdhaHa B oTin4ne OT My>KUuH
n nvy, ¢ HeanddepeHumpoBaHHbiMn chopmamu OCT (Myx-
UYMH U JKEHLUMH) M KOHTPOSbHOWM rpynmbl BbISBMEHbI HU3KUE
cpefHue 3HadeHusi napatupeonaHoro ropmoHa (P<0,05), si-
NAKOLLErocs OCHOBHbLIM MEXaHVW3MOM CHWKEHUS MUHeparb-
HOW NNOTHOCTM KOCTHOW TKaHW Npy AaHHOM 3abonesaHunu.

Takum 06pa3om, U3y4eHHbI FOPMOHaINbHbLIN NPOdKUIb
y NauMeHTOB C HACMNeACTBEHHOW AMCnnasvent CoeauHu-
TENbHOM TKaHW XapakTepu3yeTcsl He3HauMTeNbHbIMU KO-
nebaHuamn. Tak, cpeaHue 3HaveHus CTI B Bo3pacTHoOM
rpynne okasanucb JOCTOBEPHO OONbLUMMUN NPY CPaBHEHUU
¢ koHTpornem (p<0,05). OyeBMOHO, 3TO CBA3AHO C TEM, UTO
npouecc pocTa y nauMeHToB LaHHOW rpynmbl elle He 3a-
BEpLUUICH, T. €. MPOCNEXMBAETCS npsimasi 3aBUCUMOCTb
BNUSIHUA COMATOTPOMHOrO rOPMOHa Ha MUHEepanbHbIv
o6MeH npu HacneacTBEHHOW AMCNNasMn COeAMHUTENb-
How TkaHu. OTcyTcTBME ropmoHanbHoro casura (AKTI) B
BO3pacTHou rpynne 21-37 neT n KOHTpone obycrnoBneHo
3aBepLUeHHbIM Guonornyeckum poctoMm. CpaBHUTENbHAs
OLEeHKa ropMoHanbHOro Npodunst B 3aBMCMMOCTM OT nona
CBMAETENbCTBYET, YTO Y MYX4MH C cuHapomom Mapda-
Ha cpefHWe 3HayYeHus onpenensieMblX FOPMOHOB Obinu
[OCTOBEPHO BbILLE, YEM Y XEHLUUH C HacneacTBEHHOMN
HeanddepEeHUMPOBaAHHON ANCNNasmMen CoeauHUTENbHOM

TKaHu n koHTpons (p<0,05). Y xeHWwuH ¢ cuHgpomom Map-
daHa B OTMMYME OT MYXYMH M NauueHToB C Heaudde-
peHumpoBaHHon OCT (MY>X4YMH 1 XKEHLIUH) U KOHTPOSbHOWM
rpynnbl o6Hapy>XeHbl HU3KNe cpefHue 3HavYeHus napatu-
peongHoro ropmoHa (p<0,05), 0CHOBHOro perynumpytoLiero
MexaHu3Ma CHWXKEHWUS MUHeparnbHOM MIIOTHOCTU KOCTHOM
TKaHW Npy JaHHOW NaTonormu.

OcobeHHoCTAMN MUHepanbHOro metabonuama (kanb-
ums, docdopa, MarHusi) U ero ropMoHanbHOW perynsauum
npu andgepeHunpoBaHHbIX 1 HeanddepeHUNPOBaHHbIX
COeONHUTENbHO-TKaHHbIX AWCNNAasnsax KOCTHOM  TKaHu
SABMNAIOTCA: CHWKEHWE COAEPXaHUS MarHusi y nuy ¢ CUH-
apomom MapdhaHa, yBenuyeHne ypoBHs dhocdopa npu
HOpPManbHOW KOHLEHTPaLMK KanbLms B CbIBOPOTKE KPOBMW.
"opMoHanbHbIN Npodunb NpY HAacNeACTBEHHbLIX COEANHU-
TeNbHO-TKaHHbIX AMCNNasusax xapaktepuayeTtcs koneba-
Huammn AKTT n napatMpeonaHoro ropMoHa, npevmMyLLecT-
BEHHO Y XEHLLUWH C cuHapomMoM MapdraHa.
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K HacTodleMy BpeMeHU He CyllecTByeT 06LLleI'IpI/IHF|TbIX MeTOoA0N0rMYecknX NoAX0A0B ANArHOCTUKM COeAMHUTENbHO-TKaHHON
oucnnasunm ckeneta yenoseka. OTe4eCTBEHHbIMW UCCNeaoBaTENAMU ANS OLEHKU COeAMHUTENbHO-TKaHHbIX AMCNNasuni (KOCTHbIX n
BI/ICLlepaJ'IbeIX) npeanoXXeHo HeCKoJbKo paGoqu KINMMHUKO-TeHeTU4YeCKMxX anroputMmoB ANarHOCTUKK, ogHaKo A0 CUX NOp HET eavHon

MeTo40s1orMm B 3TOM BaXXHOM Bornpoce I'IpaKTVILIeCKOVI MeanUnHbIL.

Kntouesbie crioga: reHeTu4eckme Mapkepbl, reHeTuyeckas kKnaccudukauus, ANCnnasms CoeanHUTENbHOM TKaHu.

E. G. BACULINA

EVALUATION OF THE CLINICAL AND GENETIC METHODOLOGY
OF SKELETON CONNECTIVE TISSUE DYSPLASIA DIAGNOSTICS

Physic and chemistry basics of medicine and laboratory diagnose department, Stavropol state university,
Russia, 3565017, Stavropol, Pushkin street, 1. E-mail: skkdc@skkdc.ru, tel. (8652) 3-28-56

At present time there is no generally accepted methodology concept of connective tissue dysplasia. Several clinical and genetic classifications
were suggested by native investigators however common view on such an important question of applied medicine has not been formed yet.

Key words: genetic markers, genetic classification, connective tissue dysplasia.
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N Hay4YHbI MeANLIMHCKNN BECTHUK

Ky6aHcku

K cerogHsiluHemy gHio npobriema HacrneacTBEHHOW He-
andhepeHUMPOBaHHON COEANHUTENBHO-TKAHHOW ANCMNAa3nm
HaxoAMUTCS B CTauUy PELLEHUSI MHOTUX HAY4YHO-NPaKTUYECKNX
HanpaBneHWii: MONEeKyNsiPHO-reHETUHECKOTO, ANMNAEMUOSIOT -
YeCKOoro, KnaccnUKaLMOHHOTO, KIIMHWUKO-OMarHOCTUYECKOro
1 neyebHo-npodunakTnyeckoro. OgHUM U3 NEepCneKTUBHbLIX
W BaXHbIX HamnpaBneHuii SBMNSeTCs co3daHue yHUuumpo-
BaHHOW METOAONOrMM CUCTEMHOW AMarHoCTUKM Hegudde-
PEHLIMPOBaHHBIX KOCTHbIX AMCMNa3vii, OTBEYatoLLen Momo-
XKEHUSIM ioKa3aTeNbHON MeANLMHBI.

Hamn npoBegeHa oOueHKka CErofHsILLHEro COCTOSHWSA
KIMUHUKO-TEHETUYECKOW METOOMOMMN AMarHOCTUKN Coeau-
HUTENbHO-TKaHHbIX AMCMNa3nii ckeneTa, KoTopasi No3sonuna
060CHOBaTb OCHOBHYHO LieNb aHHOW ANCKYCCMOHHOM CTaTby:
npuBneYb BHUMaHWE NccregoBaTenei HacneaCTBEHHbIX CO-
€OVHUTENBbHO-TKaHHbIX KOCTHBIX AUCMNAa3ni 1 NPaKTU4ECKNX
Bpayen Kk paspaboTke eaunHoOW COBPEMEHHON METOAOoNorm
AVarHoCTMKN AUCNNa3unii ckeneTa YernoBeka.

HapyLwenna passuTtia n popMupoBaHus ckerneTa, npo-
ABNAIOLWMECS M3MEHEHUAMM nponopumn u obnuka 4Yeno-
BEKa, M3OaBHa MPVBIIEKAIOT BHUMaHWE uccrnegoBaTene.
Mo mMepe HaKoMMeHNs 3HaHWA N COBEPLLEHCTBOBaHUS METO-
[A0B 1 METOAONOMMI cCneoBaHUs MO aHaTOMMU, TMCTONOTMK
1 amBpuornornm k KoHuy XIX — Havany XX Beka CnoXunmch
[OCTaTOYHO MOSHbIE NPeACTaBNEeHNs O FeHETUYECKMX U OHTO-
reHeTM4eckux npoueccax passutus ckeneta. C oTKpbITMEM U
BHEZPEHVEM B MeOMLIMHY PEHTTEHOBCKOrO MeToaa uccneno-
BaHWS HACTYMWI HOBbIV 3Tan B U3y4YeHWUU pas3Butus u gop-
MUpoBaHuA ckerneTta. CTano BO3MOXHbIM CUCTEMATUYECKU
W nocnefoBaTeribHO, Ha4YMHasi C NpeHaTanbHOro U MOCTHa-
TanbLHOro NepuoaoB OHTOreHes3a, NPOCNeauTb BCe nepuoabl
anddepeHumaumn, pocta n popmoobpasoBaHms ckeneTa B
LiernoM U Kaxaow ero cCocTaBnsioLLei B OTAENbHOCTY.

Kak n3secrtHo, B nobow obnactn AesaTenbHOCTM MeTo-
Abl 1 METOAONOMMN BblpaxalT CUCTEMY NPaBun U NPUH-
LMMOB, HA OCHOBE KOTOPbIX YMOPSiAOYMBAETCS, AenaeTcst
LenecoobpasHon 1 OCMbICIIEHHOW AeATENbHOCTb YernoBe-
ka. Kakne metogmyeckne n metogoriorndyeckme npuymHbl
NPUBENU K XaocCy B KMUHWUKO-TEHETUYECKOW METOA0Mornm
AvarHocTuku aucnnasun ckeneta? K Hambonee obocHo-
BaHHbIM U flOKa3aTenbHbIM criedyeT OTHECTU:

1) oTCyTCTBME KOMMMEKCHOMO M CUCTEMHOIO KIMMHUKO-TEHE-
TUYECKOro Noaxoaa B BepudukaLmm CKENETHbIX AMCNasni;

2) HeCoOBepLUEHCTBO CYLLECTBYHOLMX Kraccudmkauuia
CKENeTHbIX Aucnnasui, 3aTpygHsiiowmx auddepeHuma-
LU0 HacNeACTBEHHbIX MOPOKOB Pa3BUTUS KOCTHON TKaHW;

3) 6onblUOe KOMMYECTBO MOPOKOB pasBUTUS cKeneTta
Ha3BaHbl MO UMEHN aBTOPOB, BNEpPBbIE ONUCABLUMX TOT UMK
WHOWN CMHAOPOM, KOTOPbI He MMeeT 060CHOBaHHOW 3TNOIO-
rMYeCKoN U NaTOreHeTUYECKON XapaKTepUCTUKY;

4) MHOroYMcneHHas rpynna CUCTEMHbIX MOPOKOB pas-
BUTUSI CKeneTa OnucbiBaeTcs No Hambonee xapakTepHOMy
yNbTPa3ByKOBOMY MNPU3HaKy (Hanpumep, kamnomenus —
WCKPUBIIEHNE KOHEYHOCTEN);

5) HekoTopble MOPOKW Pa3BUTUS CKerNeTa ONUCHIBAKTCA
no npegnonaraemoMy BeayLleMy MexaHu3my, B YaCTHOC-
Tu, runogocdaTtasnsi, HeCoBEpLLEHHbIN OCTEOreHes u ap.;

6) He yunTbIBAETCS MONEKYNAPHO-TEHeTMYECKas U TKaHe-
Bas NPUHAANEXHOCTb TOrO MW MHOTO NOPOKa Pa3BUTUS KOCT-
HOro ckeneTa, koTopasi OpMMPYET CKENETHYO OUCNNA3UIO;

7) TPyOQHOCTU NpeHaTarnbHOWM AMarHoCcTnku obycnoene-
Hbl: @) HU3KUMW pa3speLlaroLLMM BO3MOXHOCTAMW ynbTpa-
3BYKOBOW annapatypbl; 6) cxoxecTbto Y3-nNpu3HakoB npwu
pasnu4HbIX hopmax CKeneTHOW AUCNNasnu; B) MHOTOYUC-
NEHHbIMU KOMBMHALIMAMY KOCTHBIX W BUCLIEPanbHbIX Mpo-
ABMEHWI HacneaCTBEHHOW NaTonoruu.

B HacTosee Bpems Grnarogaps OCTWKEHUSAM MOEKy-
NAPHON reHeTukn, Gonee COBEPLLEHHBLIM MMCTONOMMYECKUM,
BroxnMmyeckMm u nyyesbiM TexHonorusim (KTT, ynbTpassy-
KOBble W [Op.) BCe HapyLleHVs pasBuTus U (hOPMMPOBaHUS
cKkeneTa yCrnoBHO AeNsT Ha ABE OCHOBHbIE rpymnmbl:

| rpynna — BpOXAEHHbIE MOPOKU Pas3BUTUS (aHOManuu,
YPOACTBA), KOTOpblE MPOSIBIIATCA KONMUYECTBEHHBIMU W
acvMMeTPUYHBLIMK chopMamu (hopmMaTUBHBIMKU) HapyLLEHNS
6e3 CTPYKTYPHbIX U3MEHEHWI: aedeKTbl OTAENbHbIX KoCcTeln
W UerbiX YacTeln ckerneta, U3MEHEHVE 4ucrna U pasmMepos,
HapyLueHUst (OPMbl M COOTHOLLEHUS: ANCTEHE3NN, IKTOMUN,
3KCTPOUK, KOHKPECLIMHLIMK, acCUMmUnsuumM n gpyrne. 3tm
n3MeHeHns cBob6oAHO AvdpdbepeHUMpYIOTCS U NpeacTaBns-
10T cobow opToneanyeckyto npobnemy, OCHOBHOWM 3agaden
KOTOpOW SIBMSIETCA XMPYpruyeckas KoppekLuss;

Il rpynna BkMOYaeT reHeTUYeCKn OeTEPMUHUPOBAHHbIE
KONMYECTBEHHbIE W Ka4eCTBEHHblE W3MEHEHWS CTPYKTYp
MIMOTHON COEAMHUTENBHOW TKaHM (KOCTW, Xpsilla), KoTopble
ABNATCA MOPEOIOrMyeckon OCHOBOW pas3BuUTUS U op-
MWPOBaHWA ckeneTa 4ernoBeka. B HacTosiwee Bpemsa aTa
MHOrOYNCNEHHAsA reTeporeHHas rpynna HacneaCTBEHHOrO
HECOBEPLUEHHOTO pa3BUTUS 1 (HOPMUPOBAHNS KOCTHOW 1
XPSLLEBOV TKaHW ckerneTa YernoBeka UMEHYeTCs Kak «amc-
nnasusi» (ot rpey. dys — HapyLueHue, becnopsigok, plasseo —
obpasyto, CTpoto). B ocHoBe Aancnnasuii nexar reHeTU4eckn
AeTepMUHMPOBAaHHbIE HAapYLLEHNS B CUCTEME Me3eHX1Marb-
HOW TKaHW, BO3HUKaIOLLME B Nepuos aMOproHansHoro 1 noc-
TaMOpPUOHaNbLHOrO Pa3BUTUS CKereTa YeroBeka.

CTpyKTypu3auuss u cuctemaTusaums NopaxeHun cke-
neta YeroBeka B 3aBWCUMOCTM OT UX foKanusauuy Nnerko
OCyLLEeCTBMMa B JETCKOM BO3pacTe Mpv reHepann3oBaHHOM
nopaxxeHUn OAHOTUMHBIX y4acTkoB ckeneta. OHa 3aTpyaHe-
Ha y B3pOCTbIX, Y KOTOPbIX 3HEPINS XOHAPAIbHOro U OCTEOoN-
NacTUyYecKoro pocta M pas3BUTUS MCYeprnaHa, HO B ckereTe
npodormKaeTcs NOCTOsIHHAs NepecTpoiika ChOpMUPOBAHHOMN
KOCTU 3a CHET MHTEpCTMUManbsHoOro n gnbpobnactuyeckoro
kocTeobpasoanus (M. . NNaryHoea, 1989).

AHanutnyeckas oLeHKka COBpPEMEHHOW MeTOAOoNormmn
OMarHoCTUKM GOMbLLUOW rpynMnbl KOCTHBIX AMCNNIAa3uii ¢ pas-
HOOBPa3HbIMWN KNMMHNYECKUMW NPOABIIEHUAMM, TEYEHVEM U
XapakTepoM HacnefoBaHWs NO3BOMMUIAa YTOYHUTb HEKOTO-
pble o6Lme nonoxeHus. MNMpexae Bcero gucnnasunm ckene-
Ta YyeroBeka ABMATCA CNEeACTBMEM BO3HUKHOBEHUS TEH-
Horo Aedpekta B cUCTEME NEPBUYHON ME3eHXUMbI (pexe
coveTaHus ¢ fecpektamm opyrmx TKaHEBbLIX CUCTEM), B CBS-
31 C 3TUM MX OTHOCSIT K CUCTEMHbIM 3aboneBaHnsM.

HacnegcteeHHble KOCTHbIE AMChNasvn — 3To HeobpaTu-
Mbl€ CTPYKTYPHO-(PYHKLIMOHAmNbHbIE U3MEHEHUS] OTAENbHbIX
YacTel Unm BCEro ckeneta, BO3HUKAKoLWMe BHYTPUYTPOGHO,
passuTve U HOPMUPOBAHME KOTOPbLIX B MpeHaTaribHOM U
MocTHaTanbHOM Mepuofax OHTOreHesa BbIXOAAT 3a npeae-
Nbl PM3NONOrMYeckMx (HopMarbHbIX) Bapuauuid CTPOEHUs,
MOAENMPOBaHNSA N DYHKLUMIA KOCTHO-MbILLEYHOW CUCTEMbI.

MpyyMHbI, BbI3bIBaOLLIME OU3OHTOrEHETUYECKME Hapy-
LWEeHNs pasBUTUA M (POPMMPOBAHMSA KOCTHBIX AMCNIasui,
MOryT ObITb 9K302€HHbIE UNW MepamozeHHble, CBA3AHHbIE
C BO3[ENCTBUEM Pa3NMYHbIX (PUNHECKMX UMM XUMUYECKUX
haKTOpOoB, BKIHOYAA HEKOTOpbIE NEKapPCTBEHHbIE Mpenapa-
Thl, TOKCUKO3bl BEPEMEHHOCTU U OpyrMe OTKIMOHEHUs B eé
HOPMasibHOM TEYEHWUM, BO3AEWCTBME KOTOPbIX Ha Nrog unm
3MOpPVOH He BbI3blBAeT HACMEACTBEHHbIX CTPYKTYp. JHAO-
FeHHbIE NPUYMHBI BO3HUKAIOT B pesynbTaTe reHHON MyTaLmu.
Mog MyTauusiMM MOHUMAKOT WM3MEHEHMUS] HacrnenCcTBEHHbIX
CTPYKTYp (reHoB, XpomMocoM unm reHoma). CoBpeMeHHble
OOCTWKEHUSA MEANLIMHCKON FreHETUKW NO3BONWUMN HE TONbKO
n3yuntb obLLME MPUHLMNBI HACNEACTBEHHOCTH, pa3nuyHbIe



BMAbl XPOMOCOMHbIX abeppauuii 1 xapakTtep nepegaym ret-
HbIX HapyLUeHW, HO W MOATBEPAUTb HacregoBaHve psaa
KOCTHbIX AMCNrasuiA ckeneta, a Takke YCTaHOBUTb TUM Ha-
CrnefioBaHNA MHOTVMX COEAVNHUTENbHO-TKAHHbIX AUCMNAa3vi.
Cpeau BpoxaeHHbIX MOPOKOB pa3BuTKS Yernoseka bonee no-
NOBUHbI MPUXOAUTCS Ha AOSH0 HapYLUEHWI hOPMUPOBaHKS U
pa3BuTKS OMOPHO-ABUraTENbLHOIO annapara.

Kakune oCHOBHbIE NPUYUHBI U MPUHLMIMBI HE YYUTBIBAIOTCSA
B OnpeaeneHun Hay4Ho-MPaKTUYECKOro NOHUMaHWS 1 MeTo-
[0rorvm AMarHOCTUKN KOCTHBIX (CKeNeTHbIX) ANCnnasvn?

® B oueHKe KOCTHbIX AWUCNNasvin 1UCnonb3yeTcs B OC-
HOBHOM MeTOA0orMs pakTopuanbHON NOTUKM U fnoKanb-
HOW (CeneKkTUBHOM) (PEHOTUNNYECKOWN ANArHOCTUKN.

® He onpegeneH nopor cturMaTusaumm, 4To co3gaeT
[ONONHUTENbHbIE TPYAHOCTM B AUArHOCTUKE U AnddepeH-
LMaLMmM KOCTHBIX AMCNa3unii.

® OTCyTCTBYET NPUHLMMN CUCTEMHOIO TKAHEBOTO NOAXO-
[a B M3y4eHNM CKENETHbIX AMUCNNAa3unii, HECMOTPS Ha TO YTO
K HacTosLweMy BpeMeHU B HayKe onpeaenuiocb NoHMma-
HMe TOro, YTO pelueHne nNpobnem nHTerpaummn B KOMMekK-
CHOCTW WUCCNEeAOBaHUA BO3MOXHO NULLb B MPOCTPaHCTBE
CUCTEMHOrO noaxofa mdyvyaemoro obbekta. CUCTEMHbIV
NOAXO0A Kak MeTon MOXeT ObiTb MCMONb30BaH AN U3yde-
HWUA U aHanu3a pa3BUTUA U AeATeNbHOCTM Nobbix Grono-
rMYeckux OO BbEKTOB.

® OpHow u3 Hanbornee 3HaYMMbIX NPUYUH B onpeae-
NEHUN Hay4YHO-MPAKTUYECKOTO NMOHATUS KKOCTHbIE AMcnna-
3un» ABnseTca HecobnaeHe MeToaNYeCKoro 1 MeToao-
FIOrMYeCcKoro NpuHLUMNa COOTBETCTBUSA MO3HAHUS UCTUHBI.

® MonekynspHo-reHeTU4eckuit, MopdONOrM4ecKui
(knNeTo4YHO-TKaHEBOM), KITUHMKO-PEHOTUNUYECKII U ApyTe
NoAXxoAbl COBPEMEHHON MeTOAO0MNOrMn U3y4eHUs KOCTHbIX
ancnnasvin NuUb YacTUYHO pacKpbIiBalT NaToreHeTnyec-
KYIO CYLLHOCTb FeHETUYECKN AETEPMUHNPOBAHHbLIX aHOMa-
NV pa3BMTMA CKeneTa Yenoseka.

® B MarHocTMyeckom nNpoLecce He y4YUThIBatTCS Kpu-
Tepum BMONOrM4ecKorn CUMMETPUM Pa3BUTUS KOCTHO-MbI-
LLIEYHOW CUCTEMbI, KOTOPbIE Ha COBPEMEHHOM 3Tane passu-
TWSI METOA,0B Y METOLONOIMMI aHTPOMOSOrMU, KIMHUYECKON
dwmsnonornm 1 yHKUMOHANBHON ONArHOCTUKM CMOCOOHbI
BHECTU OBOCHOBAHHYIO ACHOCTb W Hay4HO-MPaKTUYECKYHO
[oKa3aTenbHOCTb B KIMHUYECKYIO AMAarHOCTUKY Hacnenc-
TBEHHOW COeAMHUTENBbHO-TKAHHOW KOCTHOM AUCTNa3nu.

® TonkoBaTenam unu nHTepnpeTaTopam, U3yvaoLmnm
npobnemy avcnnasum coeanHUTENbHOWN TKaHu, Heobxoau-
MO BMAETb U MOHUMATb, YTO CMOXUBLLAACS CUTyaums oTpa-
XaeT pa3HOPeYnBOCTb MHEHWUI 1 B3rMAA0B, YTO NO3HaHWe
UCTWHBbI — 3TO NEePEOLIEHKa HAKOMMEHHbIX 3HaHWUIN U co3na-
HVMe eVHON MOEOoNOrMn N Hay4YHO-NPaKTUYECKNX NMOAX0O0B
peLueHnst cuTyaLmn CerogHsLWHero aHs.

B npeHaTanbHOW AuarHoCTMKe cepbe3HbIM MpensiTc-
TBMEM NpW BepudMKauMn OTAENbHbIX POPM CKeNeTHbIX
AMCcnnasnin ABNAKTCA:

1) HM3Kasa YacToTa MX BCTPEYaeMOCTH U, criefgoBaTerb-
HO, HEJOCTAaTOK ONnbiTa y NPaKTUYECKMX Bpaven B BbisiBrie-
HUM HacneaCTBEHHbIX MOPOKOB Pa3BUTUSA KOCTHOW TKaHW;

2) BaXkHyIO posb B MpeHaTanbHoW OMarHoCTUKe cKeneT-
HbIX OVMCNNa3uii UrpatT 0COBEHHOCTY MX AOPOAOBOrO NPOsiB-
neHuns. MNMepBble heHOTUNMYECKNE NPU3HAKN MHOMMX aHoMa-
NN pa3BUTUA axorpadmyeckn Busyanuanpytotcs Bo Il nnm
Il TpumecTpe GepemeHHocTM. OgHaKo MHOrAA NonHas Kn-
HU4eckas KapTuHa hopmMmnpyeTcst Yepes HECKONbKO MecsLIEB
W Jaxe NeT MNocrie poXaeHusl, YTo, eCTECTBEHHO, CHMKaeT
Ka4yeCcTBO JOPOAOBON ANArHOCTUKV OUCTNNA3UA CKeneTa;

3) ogHuM wu3 Beaylmx aKTopoB, 3aTPYAHSAOLNX
npeHaTanbHyl0 OUarHocTMKy AMCNNasuii ckeneta nnopaa,

SIBNSAETCA HECOBEpLUEHCTBO uX knaccudmkaumm. K ce-
rogHslWHeMy AHI papaboTaHHble knaccudukaumm no
npeHaTanbHON AMarHoCTUKe KOCTHBIX AMCNasuii ckeneTa
OCHOBaHbl HE CTOJIbKO Ha JaHHbLIX JOPOAOBOrO yrbTpasBy-
KOBOro 00cnenoBaHusl, CKONMbKO Ha KIIMHUYECKUX, MaTo-
MOPONOrMYecknx U paguonornyecknx AaHHbIX, a Takke
Ha pesyrnbTaTax MOJMEKYNsPHbIX UCCNeaOoBaHUA Onsa Tex
aHoManuin pasBuUTUS, NPU KOTOPbIX AOKa3aHbl reHeTude-
ckne uameHeHus (A. Superti-Fugra, |. Bonate, D. Rimoin,
2001). OgHa w3 nocrnegHuMX MeXAyHapOAHbIX Krlaccu-
dukaummn, onybnukosaHHas B 2002 r., Bkntoynna B cebs
okono 300 aHomManuii pas3BUTUS U CUHOPOMOB CKEMETHbIX
avcnnasui, ns Kotopblx, no mHeHnto S. Hall (2002), He Gonee
50 TeopeTuyecku MoryT BbITb axorpacuyeckn AvarHoCTMpo-
BaHbl 40 poxaeHusl. Bce octanbHble TpebytoT BepudukaLmm
nocre poxageHusi. B psige criyqyaeB HeOOXOAMbl FeHETUYECKME
nccnenoBaHus. PakTUyYecku NpeHaTanbHbI AnarHo3 Yalle sie-
nsieTCs NpeABapuUTENbHLIM UM OPUEHTUPOBOYHBIM, TPEGYHOLLIVIM
YTO4YHEHUS C UCTIONb30BaHMEM KOMIMITEKCHOWM AMArHOCTUKM.

B utore Hamu n3noxeHbl Janeko He BCe U3OEPXKKN COB-
PEMEHHO METOAONOMMN ANArHOCTUKM HacneaCcTBEHHbIX KOC-
THbIX COEQUHUTENBHO-TKaHHbIX AMCNNa3vi. B peluennmn npo-
Griembl ckeneTHbIX Aucnnasuin Hanbdonee nepcrnekTUBHLIMU
NnoaxoaaMy B COBEPLUEHCTBOBAHWMM KIWMHMKO-TEHETUYECKOW
METOAONOMMN ANArHOCTUKN HaCNEeACTBEHHbIX COeaUHUTENb-
HO-TKaHHbIX KOCTHbIX QUCNNa3nin SBNSIIOTCA:

@ pa3paboTka METOOOB U METOAOOMM MeaUKo-reHeTUYEeC-
KOTO KOHCYITbTUPOBaHUSI MALMEHTOB C KOCTHLIMM AMCTNa3nsiMm
cKerneTa YernoBeka B YCIOBUSIX NEPBUYHOTO 3BEHa OTEYECTBEH-
HOrO 34paBOOXPaHEHNST U B LIEHTPaX MiaHMpPOBaHNS CEMbMY;

® anropMTMU3aunsi AMarHOCTUYECKOro npolecca Be-
pudpmkaumm HacneacTBEHHbIX KOCTHbIX AUCMNa3uin B npe-
HaTanbHOM M MNOCTHATaNbHOM Nepmnoaax OHToreHesa.
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