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NMHD®OPMAILINA

C 6 mo 8 cenrabpsa 2001 r. B Oxcdopae (Besmmxobpu-
TaHMA) Ipoxoauna 5-1 MerxayHaponHas KoHepeHIus,
MOCBALEHHAA NPobJieMaM KJ1acCupuKanmn, pacipocT-
PAHEHHOCTY, IMATHOCTUKY U JIEYEHUSA CKEJIETHBLIX IMC-
niasuit. HenuimHe HamOMHUTB, 4TO 1-11 MeIyHApPOI-
HbIl (DOPYM IO CKEJIeTHBIM AVCILIA3UAM (OPTraHu30-
BaHHblT A. Poznanski) cocrossesa B8 1993 r. B Yuraro,
2-11 (P. Maroteaux) — B 1995 r. B Bepcauae, 3-11 (D. Ri-
moin u R. Lachman) — B 1997 r. B Jloc-AHsKejece u
4-i1 (J. Spranger) — B 1999 r. B Bageun-Bagene.

Ha xondepennum B Oxkcdope nprucyTcTBOBaJO 60-
aee 150 cnenmasamuctoB u3 23 crpaH. CaMbIMu mpen-
CTaBUTEJIbHBIMU OBLIN AeJieraiiuy u3 Bennkobpuranmn
(29 yemoBer) u CIIA (25). Ot T'epmanun nu HopBerun
ydacTBOBaJIO 1Mo 6 crenuasamctos, or Kananwr, Vta-
s, Ppasnyn, Actpasny, IIIBenyn — o 5. Bernecy-
asa, Besbrusa, I'peuna, Apreatusa, Poccusa, Anonnus,
Typums, Makenouus, FOAP, TajiBanb M HEKOTOpBIE
IpyIue CTPaHbl HATPABUIIM OJIA yYaCTUA B KOH(PEpPeH-
ny o 1—2 npencraBuUTeNA.

Bceero 3a 3 gua Obwio mpoenmeso 10 ceccrOHHBIX
3acezaHnii moJ MpeACTaBUTEILCTBOM IIPOeccoOpoB U3
Pa3HBIX KJIMHUK, 3aHUMAIOIIMXCA IPo0JIeMOolt AMCILIa-
3uli ckeJieta. belo caesiado 59 IOKJIaIOB, B TOM YMCJIE
5 B popme Jyeximii, 15 coobIieHnit 0 HOBBIX, paHee He
ONMCAHHBIX CJIy4YasaX HACJIEICTBEHHBIX CHCTEMHBIX 3a-
foJieBaHMI1 cKeJieTa. 27 IOKJIANOB OBLIO ITIOCBAIIIEHO MO-
JIEKYJIAPHOI IMATHOCTUKE AVCILIa3uil CKeJera.

IlepBoe 3aceganue OTKPBLIOCH cOobIeHNeM Ipodec-
copa-pentrenosiora Ch. Hall n3 Jlonnona 06 nsmeHenn-
X B MesxIyHapoIHO HOMEHKJIATYPe HacJleLCTBeHHbIX
bosiesneit ckesera. Vi3aMeHeHUsA B HOMEHKJATYyPy BHO-
cATCA Kaskable 4 Tofia Mo MPeLCcTaBIeHNIo Iy el 13 20
VYEeHBIX (KJIMHNYECKNX I'€HETHKOB, MOJIEKYJIAPHBIX Ie-
HETUKOB ¥ PEHTIeHO0JI0r0B). B Kiaccuduranum naeHTn-
uuMpoBaHo 32 rPYIIIbI AMCIIA3UNA, yTOIHEHB] TEPMM-
HOJIOTMA, Kacalollascsd OCTEOXOHIPOIMCILIa3Neit, TUI
HacJIeZIOBaHMA, a TaKyKe HOMEp [0 KjaccuduraTtopy
Maxk-Kprocuxa (OMIN) Tex nucnasui, OJd KOTOPBIX
OTIpesieIeHs! JIOKaM3alus JIOKYCHOro n3MeHeHns, Oe-
g0k u OMIN-ren (mporeuH-HOMED). BHeceHHble B HO-
MeHKJaTypy uaMmenenus OymyT omybmkosanel B 2002 r.
B «American Jornal of Medical Genetics».

R. Lachman (CIITA) cooOumi o IMPOKUX BOSMOMK-
HOCTSIX, MPEeJOCTaBJIAEMbIX KOMIBIOTEPHBIM aTJIacOM
[PV IMaTHOCTMKE CKeJIeTHBIX Aucryasnit. OnHAaKO, Kak
OTMETIJI OH B 3aKJIodeHue cBoero 40-MMUHYTHOrO IOK-
JIaza, «aTJac IOMOTaeT B AMATHOCTMKE AMCILIas3nii, HO
TIOJIHOCTBIO II0JIaTaThCA Ha BJEKTPOHHOTO IIOMOIITHMIKA
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5-a MEXTYHAPOJHAA KOH®EPEHLIUA
ITO CKEJETHBIM JUCILIASUAM

Hesib3d. Ha mepBoM MecTe IpM IIOCTaHOBKe OMArHO3a
0CTaITCS BPaY-KJIVHNAICT ¥ PEHTIeHOJIOT».

MousiekynsapHasa AMAarHoCTMKA II03BOJIAET YTOYHUTD
JIOKaJIM3alMI0 TIaTOJIOTMYECKOro reHa. IIpumepom mo-
SKET CJIY?KUTb MHOXKeCTBeHHad dnmudusapHasd Auc-
mnasua (MOI) ¢ nepekrom COLIA, uTo Habmomaer-
ca kak mpu M3/ ¢ KocosanocTeio, OpaxnjakTuieit u
yaBoeHneM (MY MHOXKeCTBeHHBIMM Odaramim occugu-
Kalyy) HaJIKOJIEHHMKOB, TaK ¥ TPV AMACTPODUIECKOit
mucrtasun. Ilpodp. M. LeMerrer (Ppanimsa) BeicTy-
IIJIa ¢ COODIIEHMEM O CXOJICTBE M Pa3IMIMAX KINHI-
YeCKMX M PEeHTTEHOJIOTMIEeCKIX IIPOABIIeHMI TP OMO-
IVCILIIa3uM U cpeHelt hopMe I1acTpodIUecKo ayc-
mwra3um. OMozucILIasnsa — peakrasd popMa 0CTEOXOHT-
poruia3uy, XapaKTepusyolasacsa JIMLIEBbIMM aHOMa-
JMAMY, YKOPOUEHMEM IIJIEYEBBIX KOCTEl, B OCHOBHOM
3a CYeT AMCTAJBHOTO OTHeJa, PACXOMKIEeHNeM paJyo-
YIIbHAPHOTO IPOKCUMAJIBHOTO COYJIeHEHNA C BEIBUXOM
roJIoBKM Jiy4eBoit Koctu (radioulnar diastasis). ¥ ma-
Tepu mpobaHa BHIABJIEHO YKOPOYEHNME BEPXHMX KO-
HEYHOCTE1, & ¥ ChbIHa — IeHepaM30BaHHAA MUKPOMe-
JIMA € KOCOJANoCThI0. TiiaTe bHbl aHAJIN3 PEHTTeHO-
rpaMM 0Ka3aJl, 4To B Ipolecce pocTa OOJbHOTO OMO-
IuCILIa3us npuodpeTaeT KJIMHMYECKOE CXOACTBO CO
CpeHeBbIPAKEHHON AMacTPOdIUecKoi aMCIIas3ne.
Ilpu uccnemosauuyu DTDST rema y nByX GOJBHBIX
¢ OMOAMCILIa3Kel BolsBjeHa MyTauusa R27qW. Takum
00pazom, ompeesIanoch reHeTUIeCKoe CXOACTBO ABYX
aTux 3aboseBaHMIL.

B moxsamax mpod. K. Chaptan n coasrt. (Beauxo-
Opurtanus) u npod. P. Freisinger u coast. (l'epmarns)
ObLI IIpeCTaBJIeH aHaau3 HoBoit hopmbl MOl ¢ Hu3KO-
POCJIOCTBIO, OTPaHMYEHNEM LBIDKEHMT B Taso0eapeH-
HBIX CyCTaBaX, YKOPOUEHMEM CTOIl ¥ KMCTel, aHOMaJIV-
el HaJKOJIEHHMKA.

Hesnbasa He 0TMETUTBH, UTO KasKAaA MEKIyHaPOLHA S
KOH(epeHIMA [0 CKEeJETHBIM AMCILIA3UAM OTpaKaer
KOJIEKTVBHBIE JTOCTMKEHNA B pa3paboTKe 3TOM CIIOMK-
HOJ1 TIpoOJsieMbl. PoceuiickuM opToneaMm C LieJibio Bepy-
puKanuy OUArHO30B y OOJBHBIX C HaCJIeJCTBEHHBIMI
cUCTeMHbIMM 3a00JIeBaHMAMY CKeJIeTa M IOBBIIIEHNA
2 PEKTUBHOCTH UX JeUeHNA He0OXOAMMO IOAKEPIKN-
BaTh KOHTAKTHI C MEMKIYHAPOLHBIM 00IIIEeCTBOM YUEHBIX,
paborarmmx B 9T0M 00JacTHL.

Cuenymolryto KoH(GepeHLMIO [0 AMCIIa3uAM CKee-
Ta mpepmnosaraerca nposectu B Baarumope (CIIA) Ha
faze Yuusepcurera JlxoHa XONKMHCA.

JLK. Muxaiinosa (MockBsa)



