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AMernoreHnes — 3To mpoliiecc 00pa3oBaHus SMalu. AMEJIOreHe3 BKII0YaeT B ce0s
npolecc CeKkpenuu OENKOBOro MaTpuKca, B KOTOPOM OTKIIAJBIBAIOTCS HE3pesbie
KpucTaibl Tupokcuanatuta (I'A) smainu.

Janee matpuna aerpaiupyer U MOUTH MOJHOCTHIO 3aMeHsseTca MuHepanoM ['A.
[Ipoxoxas yepe3 cexpeTopHyio ¢aszy, amenodaacTbl YXOIAT OT JIEHTHUHOAMAJIEBOrO
coenunenus ([I9C), cekpeTUpyoT MIATKUIl BHEKJIETOUHBIN OCIKOBBIM MAaTPUKC MMyTEM
AK30LIMTO3a JUI TOrO, YTOOBI 3alOJIHUTh MPOCTPAHCTBO. B mpoiecce TpaH3uTHOU
CTaJIid, KOTOpasi HAUMHAETCS, KOTJIa MaTPUKC JOCTUTACT TOJIIUHBI Oy IylIel SMaiH,
BbIJICJICHUE MATPUKCHBIX OCJNKOB CHUXKAETCS, U aMeIOOJIaCThl PECTPYKTYPUPYIOTCSL.
Bo Bpemsi cragum co3peBaHHsT MAaTPUKCHBIE O€JIKM pa3pylIaroTcsl MpoTea3aMu U
3aMEHSAIOTCS] TKaHEBOHM JKUIKOCTHbIO. MaTpukc TpaHncpopMmupyercs B Oojee 3pernyro
AMaJlb, OYTH JIMILIEHHYO Oenka. Bo BpeMs BTOpo# U TpeTbeit ctaanu okono 50% Bcex
ameno0J1acToB MOJABEPraloTCs anonTo3y. BeokuBIIMe ameno01acTsl anonTo3upyroT B
00pa30BaHUM COEIMHUTEIBHOTO AMUTENUS 3peIbIX 3y00B. [1]

Heap unccaenoBanusa — [Ipoananu3upoBarh 3apyOeKHYI0 U OTEYECTBEHHYIO
JUTEpaTypy, MOAPOOHO pa3o0paThCsi B OCOOCHHOCTSIX TE€HETHYECKOM CTPYKTYpHI
HECOBEPILIEHHOI'0 aMEJIOTeHe3a.

MarepuaJjibl 1 MeTOABI HCCIACAOBAHUS

HecoBepuieHHbII aMeNoOreHe3 — JTO HA3BAHUE TETEPOrE€HHOM TPYIIIbI
COCTOSIHUM, XapaKTEpU3YIOIIHUXCS HACJIEICTBEHHBIMA IOPOKaMU PA3BUTHS HMAJIH.
[Ipn nanHOM 3a00J€BaHUM SMajlb AHOMAJIBHO TOHKAs, XPYNKas, TAKKE CHUIIBHO
OKpallleHHasl ¥ cTepTas. iMeeT maoxyto 3cTeTUKY U HapylIeHHbIE (YHKIUH, BBI3BIBAET
y MalUEeHTOB PAHHIOKO MOTEPIO 3yO0B, TPYAHOCTH C MEPEKEBBIBAHUEM MU, OOJb U
HEYBEPEHHOCTh B cebe (3cTeTmdeckuil acnekt). ['unomnactuueckuit HA onucwiBaet
TOHKYHK), HO MHMHEPAIU30BAHHYIO DMajlb WA, B HEKOTOPBIX CIIy4asx, IOJIHOE €€
OTCYTCTBHE, UTO SBIISIETCS PE3yJbTaTOM CcOOs, MPOU3OLISAIIET0 Ha CEKPETOPHOU
ctaguu. ['unomuHepanu3oBaHHbli HA BbI3BaH HapylIEHHEM CTaJud CO3PEBaHMS,
KOTOpO€ B JAJIbHEUIIIEM MPUBOIAUT K POCTY dMAJIA MOJHOW TOJIIUHBI, HO CIA00W U
NPEeKICBPEMEHHO paspyliaroieics. MeHOTUn MoXKeT ObITh Jajiee paslielieH Ha
TUNIEPMATYPUPOBAHHBIN (YpEe3MEpHOE CO3pPEBaHKE) W THMNEPKAIBIH(PUITTPOBAHHBIN
HA. TlepBbiii 00yCJIOBIEH HEMOJIHBIM yJaJdeHUEM OejKa M3 dMajieBOro MaTpuKca U
o0pa3oBaHUEM XPYNKOH AMajM, KOr/a NOCAeAHUN XapaKTepHU3yeTcsl HeA0CTaTOUHbIM
TPAHCIIOPTOM MOHA KaJblUs B Pa3BUBAIOLIYIOCS U MPUBOIUT K 0OPAa30BAHUIO MITKOM
sManM. 3penas 3Mallb — 3TO camas TBepHas, HauboJjee MHHEpPaJTU30BaHHAS TKAHb
YeJI0BEYECKOro Tena, cojaeprkaiias 6omee 95% mo macce KpUCTaNIOB 3aMEIIEHHOTO
ruapokcuanatura  kaneuus — (Cal0[PO4]6[OH]2). Owmans  coCcTOMT U3
BBICOKOOPTaHM30BaHHOMN CTPYKTYPBI neperyieTeHHBIX IPpU3M u
MHTEPIPU3MATUYECKOT0 MaTepHUana, COCTOSIIETO U3 KPUCTAJIOB T'MIPOKCHANATHUTA.
Takas cTpykTypHass opraHu3amus ¥ COCTaB OOECIEUMBAIOT MEXaHUYECKYIO
MIPOYHOCTh, KOTOPasi MO3BOJISIET BBLICPKUBAThH JJIUTEIBHOE HCIOIb30BaHUE. DMallb
dbopmupyrone KJIETKH — aMeIo0JacThl, KOTOPbIE TEPSIOTCS TPH TPOPE3bIBAHUN
3y0oB. Takum o00pa3oMm, 3Manb aOCOJIOTHO HE 00JaJaeT BO3MOXKHOCTHIO K
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KJIETOYHOMY  BOCCTaHOBJICHHMIO, T03TOMY CGOPMHpPOBAaHHAs H3Mallb  JIOJDKHA
(hYHKITMOHUPOBATH B TCUCHUH BCEH KU3HU. [2]

HA sBnsieTcs KIMHUYECKH BapualOEIbHOM W TE€HETHYECKH TIeTepOreHHOMN
IPYIION HACIIECTBEHHBIX MMAaTONOTHI (popMUpoBaHus 3yOHOM sMmanu. [IposiBnsiercs B
nomyJsinuu ¢ pazHoi yacroroit: 1/700 — 1/14000. On Hacnegyercs kak 000COOJIEHHOE
reHeTudeckoe 3a0ojieBaHuE, TaK U CHUHIpPOMalbHOE (CUMMTOM). THIT HacieI0BaHUs
HA: ayToCOMHO-ZOMHHAHTHBIM, ayTOCOMHO-PELECCUBHBIA M CIEIUVICHHBIA C X-
xpomocomori (AMELX). Jlokycel 0003HauarTCs crnenuaibHbiM KogoMm [DIx3 u
FAMS&3H], To ecTh KaxAblid F€H, KOTOPBII MyTUPYET, UMEET KOJUPOBKY. [5]

['enetnka HA Obuta BhepBbI€ OmMcaHa Kak OTHAETIbHAs KIMHUYECKAs 4acThb
HECOBEPIICHHOI0 JAeHTUHOreHe3a B 1938 roay, ero m3ydeHue nOMOTIIO ONPENEIIUTh
I'eHbl, BKJIFOUEHHBIE B ITpoliecc amesnoreHesa. C Toro BpeMeHu, Kak 0oiiee 25 neT Ha3aj
ObLJIO OOHApYXEHO, YTO MYTAllMM AaMeJIOTeHUHA, CBSI3aHHBbIE C X-XPOMOCOMOM
(AMELX), npuBogsatT k HA, ObU10 M3y4€HO, YTO MHOTHE JPYTHE TE€HbI SBISIIOTCS
nedexrapiMu. CHmkenune 3atpar Ha NGS (next generation sequencing — MeTof
CEKBEHHUPOBAHUs HOBOTO MOKOJIEHMSI) YCKOPUIIO MIACHTU(PHUKALMIO HOBBIX T€HOB IS
HA. DT OTKpBITHS TaK)Ke pACHIUPHIIA U3BECTHBIE (DYHKIIUU OEJIKOB, MyTHPOBABIINX
B HA, OT HCKTIOUMTENIBHO CTPYKTYPHBIX MATPUKCHBIX O€ITKOB U UX MPOTEOTUTHIECKUX
(dhepMeHTOB 00pabOTKU 110 psiAa APYyrux OENKOB, YYAaCTBYIOUIUX B OCYIIECTBICHUU
pa3zHoOOpa3HbIX (YHKIUN: TPAaHCIOPT BE3UKYJ, PH-CEHCHUHT M KJETOYHas aare3us.
JUIsi HEKOTOpBIX BKJIIOYEHHBIX T'€HOB JApPYyrHME€ MYyTallud MOTYT BbI3BaTh Ooiee
pacnpocTpaHeHHbIE TPOOJIEMBI CO 3I0POBBEM 3a MpeeiIaMu TaKOro 3a00IeBaHus, KaK
HA. Mytanuu B rene AMELX (ret AMELX gaet MHCTpYKIIUU MO CO3/IaHUIO OeJiKa
MO/ Ha3BaHMEM AaMEJOTE€HUH, KOTOPBIM HEOOXOAMM MJii HOPMAJIbHOTO PAa3BUTHUSA
3y0OB), KOJHUPYIOUIEM OEJIOK BHEKJIETOYHOTO MAaTpUKCa, KOTOpPbIE BbIpAOATHIBAIOT
amerno01acTaMu BO BpeMs (PUKCHPOBaHUS SMaJi, ObLIM BIIEPBBIC UACHTU(DUITUPOBAHBI
KaK MPUYMHA HecoBepIIeHHoro amenoreresa B 1991 rony. C tex mop ObUIO JOKa3aHO,
YTO MyTallul MUHUMYM B BOCEMHA/IIIATH T€HAaX BbI3bIBAIOT HA, KOTOPBII MposiBIIsieTCs
OTJIEJBHO OT ApYyrux 3aboneBanuil. HekoTopsie n3 KoaupyeMbIX OEIKOB UTPAIOT POJIb
B aMeJloreHe3e, JEeUCTBYS Kak OEJKM MaTpuKCa 3Majid WM MpOoTeasbl, KOTOPbIE UX
pa3pylaloT, MOJIEKYJIbl KJIETOYHOM aJare3ud WM PEeryjsTopbl KalbLMEBOTO
romeocrtaza. Ho mis npyrux (pyHKIMS MEHee MOHSATHA, MO3TOMY HY)KHO M Jalbliie
MPOJIOJKATh UCCIEAOBAHUS JJIsl TOrO, YTOOBI MOHATh MYTH M MPOLECCHI, KOTOPbIE
HEOOXOIMMBI JJIsl pa3BUTHUS 310pOBO amManu. HA odeHb TsKeno moaaaeTcs JICUCHHUIO,
TaK)Ke CyllecTByeT 0Oa3a Juisi 0OOOCHOBaHUS MNPUHSITHS KIMHUYECKHX PELIEHUH H
yIpaBieHuYecKoro Bbioopa. CTpajaroT >KEHIUMHBI U MYXYHHBI, OJHAKO, O JaHHBIM
HEKOTOPBIX aBTOPOB, 3TO 3a00J€BaHME BCTPEUYAETCS y *KEHUIMH B 1,5 pa3za yaiie, uem
y MYX4Y{H, TaK KaK MYTaHTHBIA T€H, KOJUPYIOIIUK 3TO 3a00JIeBaHKE, BBI3BIBACT Y
MY>KYUH HE TOJBKO HapylIEHUE CTPYKTYpbl dMajid, HO U JPYrHe HECOBMECTHUMBIE C
’KU3HBIO TIOCJIEACTBHs, YTO BBbI3bIBAa€T T'HOENTh IJIOJa WJIK HOBOPOXKICHHOTO B
HEOHaTaJbHOM mepuoze. Pa3Horo poja BMemareabCcTBa HalpaBieHbl HA 3CTETUKY U
NOJJIEP’)KAaHUE OKKIIO3MOHHOW BBICOTHI U (PyHKIMH 3yOOB, MpPHU 3TOM COXpaHss
€CTECTBEHHbIN 3yOHON psJ Kak MOXXHO JAoJjblie. J[MarHOCTUYeCKH HEOO0XOAMMO
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ornmyath HA oT sManeBbiX NedekToB, Takux Kak (Ir0opo3, TMIIOMUHEpATU3alus
MOJISIPOB M PE3I10B, CUCTEMHBIX 3a0oJieBaHuid. [3], [6]

CoBpeMEHHBIN aCIEKT 3THOJIOTUH pa3BUTUS HA:

Haunnaercss pasBuTHEe SMalid, Tak Ha3blBaEMOM mpesManu, ¢ 16 Heaenu
npeHaTtaibHOro pasutus. Gopmupyercs oHa amenodiacTaMyd B 30HE MpEACHTHHA.
Hanee cexperupyromuii amenobdsact — 3To 6 ¢asza ero pa3BUTHS, MPU TTOMOIIH
BOJIOKOH Tomrca cekpeTtupyercss OpraHudeckass Marpuma KpuctauwioB ['A u
COOCTBEHHO OpraHMYECKas Macca MpesdMaiu. AMEN0o0IacT CEeKpeTUpPyeT 2 OCHOBHBIX
BHJ1a Oenka u 2 Buaa (PEpPMEHTOB, KOTOPHIE YYaCTBYIOT B (JOPMUPOBAHUM OCHOBHBIX
oenkoB: odontogenetic ameloblast associated (ODAM), amelotin (ATMN), kazeun
kuHaza 2 (CK2), MmeramionporenHa3a. Kpome toro, ectb 2 Oenka: CEKpeTUPYEMbIe
Kanpimid cBsizbiBatomue Gochonporennsl (SCPP), nux HECKOIbKO pa3HOBHIHOCTEM,
KOTOPbIE YYAacCTBYIOT B KpPUCTALIM3ALUU HSMAJMEBBIX MpU3M. Y 3pelod >Maju
MOCTOSIHHBIX 3y00B 1% BOabl, 95% wMuHepanbHbIXx BemiecTB U 4% OENKOB.
MexXnpru3MEeHHOE BEIIECTBO MPEACTABICHO MNPEUMYIIECTBEHHO OpPraHHYECKOM
CTPYKTYpPOM, KOTOPBI Ha3bIBAETCS dMaJIEBbIM MaTpuuHbIM IiporenHoM (EMPs), u on
COCTOMT U3 Tpex OEnKOB: »JHaMEJIMHA, aMeJOTeHHWHa W  amerno0JacTHHA.
HacnencrBenHas  marojorusi CBsi3aHHA C  TEHETHYECKMMHM  HAPYLICHUSAMH
OTIPE/ICJICHHBIX T€HOB, OTBEYAIOIIMX 33 CEKPEIMIO BBIIICYKA3aHHBIX OEIKOB.

KinuHudeckue JaHHbIE TMAIMEHTOB C HECOBEPIIEHHBIM HACIEICTBEHHBIM
aMeJIOTEHEZ0M:

3avactyro HA cCoOmyTCTBYIOT Takue aHOMaluW, Kak: IMPEKICBPEMEHHOE
MIPOPE3bIBAHNUE WM 3aJIepKKa MPOpe3bIBaHUs 3y00B, pe30pOIirsi KOPOHKOBOM YaCTH
3y0a u kanbiudukanus myiaenbl. A Takke HA MoxkeT BCTpedaThCs COBMECTHO C
AHOMAJIMSAMM YETIOCTHO-JIUIIEBOM 00JIACTH, KOTOPBIE MPUBOMAST K CYKEHUIO 3yOHOM
IyTH BEPXHEH YENIOCTH, BEPTUKAIBHOMY THUIy POCTa YEIIOCTE U OTKPBITOMY
MpUKYyCy ¢ o0OOpa3oBaHMEM CBOOOJIHOTO MEXOKKIIO3MOHHOTO TMPOCTPAHCTBA B
nepeaHemM otaene win 6e3 Hero. CyIiecTBYIOT BapHallMK KIMHUYECKUX acekToB HA
B 3aBHUCUMOCTH OT ero tuna. Haubonee Tsoxenoii dopmoii HA siBisieTcst rumnoriasust
SMaJM, MPU TMPOBEACHUH KIMHUYECKOTO M PEHTTeHOTpadUuyecKoro oO0CieI0BaHuUs
KOTOPOM CTaHOBUTCS SIBHBIM IOJIHOE€ OTCYTCTBHE ciiog sManu. Ho yarmie Bcero mpu
TUIOIUIACTUYECKOM Tue HA cliol sManu CTaHOBUTCST MCTOHYEHHBIM, OTTEHOK
HalIOMHUHAET KEJITO-KOPUYHEBBIM, a €ro CTPYyKTypa CTAHOBUTCS TPyOO MOPHUCTOM.
Hanuune MArkoi, Hemnpo3padyHod sManu O€IoBaTOro B KpPamMHKY, KEJITOrO WU
KOPUYHEBOTO OTTEHKa CBHUAETENbCTBYET 0 HA runomaryparmonnoro tuna. CuiibHOE
CTUpaHHWE »HSMaJlud U JIETKOE€ OTIEJIEHHWEe €€ OT JIGHTMHa TOBOPUT O
runokanbiudunrposaniom tune HA. Ilpu runomnactuyeckom HA HaGmromaercs
yTpaTa SMaJld, COMPOBOXKIAIOIIASCA THCTOJOTMYECKUMH HW3MEHECHHUSIMU JICHTHHA,
KOTOPBIN CTAHOBUTCS TUIIEPMUHEPATU3OBAHHBIM.

Tak, OCHOBHBIC KIIMHUYECKUE MTPOOJIEMBI MAIUEHTOB ¢ HA BHE 3aBHCUMOCTH OT
€ro THUIIa 3aKJIOYAIOTCS B MOBBIIIEHHON YyBCTBUTEILHOCTH, HEYAOBIETBOPUTEIHHOM
ACTETUKE 3yOHOTO psifa, M3MEHEHHE TMPHUKyCa W3-3a MOBBINICHHOW CTUPAEMOCTH
TBEPJIBIX TKaHEH 3y00B. [4]
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