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NPUHIMUIIBI TEHETUYECKOM JTUATHOCTUKH

CKEJIETHBIX JJUCILJIABUI

3asedyrouuil kagedpoti meduyunckou eenemuru Ilepsoco MIMY

Ckenernble qucriazuu (C/1) npeacraBisior co-

0oif OONBIIYI0, TETEPOTCHHYIO TPYINTy 3a0oNeBa-

HUH, U1 KOTOPBIX XapaKTepHbI HAPYIIECHHS PO-

cTa, pazsutus, TuddepeHIanm U noaaepKaHust

CTPYKTYpBbI KOCTHOM M XpsiiieBoi TkaHu. HecMoTps

Ha PEAKOCTh OTACIBHBIX (HOPM, MHHUMAITbHAS OIICH-

ka o0meit yactorel C/I cocrapiser mpumMepHo Kak 1: 5000 k-

BOPOJKAEHHBIX, WK 5% OT BCEX HOBOPOXKAECHHBIX C BPOXKIIEH-

HBIMH aHOMAJIMSIMU Pa3BUTHSL. BemyliuM KIMHHYECKHM IPO-

sieiierreM CJ] siBisieTcss HapylIeHHE ONOPHO-IBHIATEILHOTIO

anmapara, HanboJee YacTo MPOSIBILIONIEECS] HU3KOPOCIOCTBIO.

OpHaKo TSHKECTh U BHIPAKEHHOCTh KIIMHUYECKUX MPOSIBICHUI

MOXKET BapbUpPOBaTh OT CYOKIMHUYECKHX, CTEPTBIX (OPM CO

CpeIHUMHU TOKa3aTe MU POCTa JI0 BBIPAKEHHON HU3KOPOCIIO-

cTH (KapJIMKOBOCTH) C JICTAJIbHBIM MCXOJIOM 3a00JICBAHUS B aH-
TEHATAIbHBIN U TIEPHUHATATIBHBIA TIEPHOIBL.

B ctpykrype C/] Begyliee MECTO 3aHUMAIOT HACIEACTBEH-
HBIE MOHOTeHHBIE (POpMEI. B HacTosIIee Bpems B karaore B.
MakKstocuka (OMIM) npuBeneHo 6osee 450 MOHOTCHHBIX
HO30JIOTHUECKHUX (OPM Pa3IMUHBIX CKEIETHBIX IAMCIIIA3UIL.
Bosnbioe 4nciio matoreHHbIX MyTauuid U (PeHOTHIIOB, 00y-
CJIOBJIEHHBIX MIMH, JIeNIaeT aKTyallbHOM mpobieMy onadopa-
topHO#l auarHoctuku CJ[. OueBHIHO, 4TO (POPMHUPOBAHHE
y3Kkoro auppepeHInaibHO-TMIarHOCTHYECKOTO Psijia aTolio-
THYECKHX COCTOSHHI CO CKEJICTHBIMU HapYLICHUSIMU T103BO-
JIAT CYLIECTBEHHO COKPAaTHTh BpeMsi BepH(DUKAIMN JAUATHO-
3a, 3HAUUTENILHO CHHU3UTH 3aTPATHYIO YacTh JAUArHOCTHUKH U
MOBBICUTh APPEKTUBHOCTh MEHKO-TEHETHYECKOTO KOHCYIIb-
tupoBanus npu CJI. B 3T10i1 cBS31M MOXXHO BBLICIUTH TPH CO-
CTaBISIIOIIIE aITOPUTMAa TEHETHIECKOM TMarHOCTHKHU CKEJeT-
HBIX JUCIUIA3HHA: KIMHUKO-aHTPOIIOMETPUYECKHH aHaIH3 (e-
HOTHIIA; TeHEeATOTMUEeCKUl aHaIi3 HCTOPHHU 3a00JIeBaHuUs; Ja-
OopaTropHbIe METOIbI BEpUPHUKALMH KIMHIYECKOTO IMarHo3a.

WNT CUT'HAJIBHBIU ITYTh B UCCJIEJOBAHUSX

KOCTHOM TKAHU

B 1982 romy Roel Nusse u Harrold Varmus
BIIEpBBIE omucanu TeH Intl Ha Mopmensx MbIIIeH,
ero M30BITOYHAS aKTUBALMS MPUBOAWIA K Pa3BH-
THUIO paKka MOJIOUHOI1 sxene3pl. [IpakTruyecku napain-
JIETTEHO SHTOMOJIOTH OTIMCAJIN OTCYTCTBHE KPBUTHEB
y Apo30(uIibl ¢ yIaaeHHBIM TeHOM wng (wingless)
[1,2]. OObennHeHE Ha3BaHUH ATUX TEHOB MPUBEJIO K MOSBIIC-
HUIO COBpeMeHHOTro Ha3BaHus WNT.
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KIMHUKO-aHTPOTIOMETPHYESCKUN aHAIN3 BKJIIOYACT TO/I-
POOHYIO KIIMHUYECKYIO OIICHKY Pa3BHTHS U OCOOCHHOCTEH
OIIOPHO-ABUTATENEHON CHCTEMBI, TaHHBIC PEHTIEHOJIIOTHYe-
CKOTO HCCIIE/IOBaHUS, aHAIN3 (PEHOTUITUYECKUX OCOOCHHO-
cTeil 00oabHOTO (AU3MOP(UHU, Mayble AaHOMAIUH Pa3BHUTHI,
MOp(OreHeTHIeCKIe BapUaHTBI), YTO HEOOXOIMMO JUIS TIPO-
BEJICHUS] CHH/IPOMOJIOTUYECKOr0 aHann3a. OCHOBOM JUIs BbI-
SIBJICHUS HACJICACTBCHHOTO XapakTepa 3a00JIeBaHUsI M €ro
THUIa HACICOBAHUS CIYKUT I'€HEAJOTHYECKHH METOM, 4TO
0Cc00eHHO BaxHO JuIst Tpymiibl CJI, KOTOpBIE OTIIMYAIOTCS BbI-
paKEHHOW TEHETUYECKOH TeTepOTeHHOCTHIO TPH CXOMHBIX
(eHOTUNIMUECKUX NPOsIBICHUAX. OKOHYaTeIbHAs BepUpHKa-
[Us IMarHo3a OCYLIECTBIAETCS Ja00paTOpHbIMU, B YaCTHO-
CTH MOJIEKYJSIPHO-TEHETHUECKHMH MeTofamu. OJHaKo mpa-
BWJIBHBIHA BBIOOP MeTona (MIOITHOT€HOMHOE, TIOTHOAK30MHOE,
TapreTHOEC CEKBCHHPOBAHHME U JAp.) ONPENENsIeTCs AeTallb-
HBIM TPEABAPUTEIBLHBIM KITHHUKO-TCHEATOTHISCKIUM aHa-
JIU30M.
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JI0BOJIBHO OBICTPO OBLIO TIOKA3aHO, YTO reHbl Wnt MOJTHO-
CTBIO OTCYTCTBYIOT Y OJHOKJIETOYHBIX OPIaHM3MOB, U UX 3a-
YaTKU BIEPBbIC MOSIBISIOTCS Y KOJIOHHATBHBIX MHOTOKJIETOY-
HBIX, U B JTAJIbHEHIIIEM CTPYKTypa Wnt-CHTHAJIa TIPOTPECCUB-
HO ycnoxusiercs [3]. Haubonee BepositHo Wnt-CUTrHATBHBIN
MyTh WIPAET KIIOUEBYIO pOJIb B JUPQEPEHIMPOBKE TKaHEH
U OpPraHOB MHOTOKJICTOYHOIO OpraHM3Ma, oOecIednBas BO3-
MOXXKHOCTh CaMOBOCIIPOU3BEICHHUS TMOJUIIOTEHTHON CTBOJIO-
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