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AHAJIN3 MUCCEHC- IOJIUMOP®U3MOB BI'EHAX AMELX 1 ENAM,
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C PASBBUTUEM HECOBEPIHIEHHOI'O AMEJIOTEHE3A
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AKTyajJbHOCTh. Pa3BuTue »sManu - HOpPMalbHBIA aMeloreHe3 - BKJIIOYAeT TpHU
MOCJIeIOBATEIBHBIX ATAIlA: CTAJUI0 00pa30BaHMs OPraHWYECKONH MATPHIIBI SMAIH U €€ MEePBHYHON
MUHEpaTU3allii, CTaJul0 BTOPUYHON MHHEpAIU3AlMH, B XOJ€ KOTOPOW YAaCTUYHO pPa3pyllIaeMblii
npoTea3aMyd OEJNKOBBI MAaTPUKC 3aMelIaeTcsi HOBOOOPAa30BaHHBIMU KpPUCTAJUIAMH, U CTAJHIO
TPETUYHON MUHEpAIU3alUU, TPOXOSIIYIO [TOCIe IPOpe3bIBaHUs 3y0a.

Hecosepiiennsiii amenorexes (Amelogenesis imprerfecta, Al) - mopok pa3BuTHs camoi
TBEpAON TKaHU 3y0a - dMalu, CBSI3aHHBIM C HACIEAyEeMbIMU HApYIICHUSMH B MHO>KECTBE T'€HOB,
KOJUPYIONIMX OCIIKH, yY9acTBYIOIIME B HOpMaidbHOM amenorerese. Ocobast posib B (GOpMHUPOBAHHUH
HECOBEPIICHHOT0 aMeJioreHe3a TUIoMaTypalioHHoro tuma orBeneHa reHam AMELX, ENAM,
KOJMPYIOIIMM TJIABHBIE MATPUKCHBIE OCJIKH SMaJIM - aMeJIOTEHIH U YHAMEJIHH.

Knunudecky HECOBEpPIIECHHBIM aMeloreHe3 MpOSBISETCS Pa3IUYHBIMH 3CTETUYECKHUMH U
(bYHKIMOHATBLHBIME JIe(EKTaMH SMaJI BPEMEHHBIX U IIOCTOSTHHBIX 3yOO0B.

Heab: 1enpi0  HCCIEAOBaHUS  SABISETCS  aHAIM3  MHUCCEHC-  MOJIUMOP(HU3MOB,
aCCOIIMMPOBAHHBIX C Pa3BUTHEM HECOBEPIIEHHOTO aMeJOoreHe3a, OOYCIIOBICHHOTO HapyIICHHEM
(dbopMupoBaHus OEIKOBOM MaTPHUILIbI SMaJH, U OLIEHKAa UX MaTOT€HHOCTH.

Marepuanabl u MeToabl. lccienoBaHue MPOBOIWIOCH C HUCIOIB30BAHUEM METO/I0B
ononH(poOpMaTHUECKOro aHajam3a ¢ momomipio 0a3 mamdeix National Center for Biotechnology
Information, Kyoto Encyclopedia of Genes and Genomes, Human Protein Atlas, UniProt, Ensemble,
Hope Protein Prediction.

Pe3yabTaThl M ux o0cyxkaenue. B xone HopManbHOTO amenoreHe3a OENKOBash MATPHIIA,
NpEJCTaBICHHAs aMEJIOIeHHWHOM M HHAMEIMHOM, OIpeleNisieT pa3Mep M HalpaBlIeHHE pPOCTa
KPHUCTAJIOB THAPOKCHATIATHATA - OCHOBHOT'O MHHEPAJIHLHOTO KOMITOHEHTA SMAJIH.

Pe3ynbTaToM MpoBEAEHHOT0 UCCIIET0BAHMSI ABISETCS MIOMCK U aHAJIU3 MATOT€HHBIX MUCCEHC-
nonuMoppusmoB B reHax AMELX u ENAM, acconnnpoBaHHBIX C Pa3BUTUEM HECOBEPLIEHHOTO
ameJioreHesa, 00ycIoBIEHHOr0 AeekTaMu co3peBaHus OenkoBoi MaTpuibl smManu. B rene AMELX
BBISBJICHBI 4 TIATOTEHHBIX MUCCeHC-osmMopduama: rs104894737, rs104894738, rs104894733 u
rs104894736, npuBoAALIMX K 3aMEHE aMMHOKHUCIIOT METHOHMHA Ha TPEOHUH, TPUNTO(paHa Ha CEPUH,
TPEOHWHA Ha U30JICUIINH, MPOJIMHA HA TPEOHHH B mojoxeHusX 1, 4, 37, 56 cooTBeTcTBeHHO. B TeHe
ENAM BrisBinena muccenc-3amena rs1060499539, mpuBossiias K 3aMeHe JIeillMHa HAa apTUHUH B
nonoxxkeHn 31, MyTaHTHBIE aMWHOKHCIOTHI OTJIMYAIOTCS OT HOPMAJIBHBIX pa3MepoM,
ruIpooOHOCTHIO U, KaK CIEJCTBUE, MOTYT U3MEHUTh KOH(OPMAIIMIO TPETUUHOM CTPYKTYpHhI O€eKa,
TEM CaMbIM HapylmuB ero (QyHKIUIO - OOpa3oBaHHWE MPABHIBHONW apXUTEKTOHHKH 3MajeBOM
MaTpPHUIIBL.

BoiBoabl. V3ydeHHBIE MHCCEHC-TIONMUMOPGU3MBI  TMPUBOIAT K  HECHHOHUMHYHBIM
AMUHOKHUCIIOTHBIM 3aMeHaM B TIEPBUYHOM CTPYKType OEIKOB aMeloreHWHa U OSHaMeNHHA,
BCJICJICTBHE YETO BEPOSITHO M3MEHEHHE BTOPUYHOW M TPETUYHOH CTPYKTYphl Oenka. Bemencrue
3TOro OyAeT HapymaThes UX QYyHKIMS - HOPMUPOBAHHE MTPABUIBHOIO OETKOBOI'O MaTpUKCa HMay,
YTO HApYIINT €€ JaJbHeHIee Co3peBaHIe U MHHEPATIM3AINIO U MOXKET IPUBECTH K BOZHUKHOBEHHUIO
HECOBEPIICHHOTO amelsioreHe3a. Pe3ynpTaTbl HUCCIEIOBaHMS MOTYT MPHUMEHSTHCS C  IEIbIO
BBISIBIICHUS] YHHUKAJbHBIX PUCKOB BO3HMKHOBEHHUS MATOJOTMH B HANpPaBICHUH NPEIU3UOHHON
MEIULUHBI, IPOTHO3UPOBAHUIO TOSBJICHUS 3a00I€BaHUS Y TIOTOMKOB.
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