HaciencrBeHHBIE 3a00I€BAaHUA U
CUHJPOMEI C aHOMAaJIUSIMHU pa3MepOB U
(hopMBI 3y00B.

[pe3eHTauuo nogrotosman: AyaHndyeHKo AHHa, EHMKeeB PycnaH,
CTYAEHTbl CTOMAToN0rMyecKkoro dakysbteta rpynnbl 202(2)




3yObl 00€CTEUNBAIOT MEPEKEBLIBAHUE THUIIM, YYACTBYIOT B APTUKYJISILIMU W BBIMOJIHSIOT 3C
pacmoiararoTcs B MOJOCTH PTa U 3aHUMAIOT NpuMepPHO 20% ee MOBEPXHOCTH.

VY 4yenoBeka JIBe reHepaluu 3yOOB: BpeMEHHbIE (MOJIOYHBIE) M MOCTOSIHHBIE. BO BpeMeHHOM
3y0OB, B MOCTOSIHHOM - 32, KOTOPbIE MOAPA3ACISIOT Ha 4 TpyMNIbl: PE3Ilbl, KIbIKK, MaJible KOP
OOJbIIME KOPEHHBIE (MOJISIPbI). B 3aBUCUMOCTH OT CTPOEHUSI KOPHSI BBICIISIIOT OTHO- U MHOTOKOP
3y0a cocraBisier JAeHTUH. CHapyXu 3y0 MOKPBIT JBYMSI TBEPABIMH OOBI3BECTBICHHBIMH TK
LIEMEHTOM.

AHAaTOMUYECKHU B KaXJOM 3y0€ BBIICIISAIOT KOPOHKY, IIEUKY, KOPEHb.
TepMuHOIOTHS, UCTIONB3YEMAS I HACHTU(UKALIUHA PA3JIMYHBIX IOBEPXHOCTEN U CTPYKTYPHBIX KOMIIO

Koponku mpeacTaBiisitoT coO0l MOBEPXHOCTHYIO 4acTh 3y0OB, 3alUINECHHYIO dManblo. KopoHka nmee
dbopmy, oOycioBiaeHHYO (QyHKIHEH 3yda. B 3aBucuMoCTH OT (yHKIIMH KOPOHKA CHaOXXeHa PEeXyIIUM
’KEBaTeJIbHBIMU OyrOpKamu.

Kopens nmeer koHycoBuiHyHO (opmy. K cBoeMy cBOOOJHOMY KOHITY OH CY)KAaeTCSd M OKaHUYMBACTCS BE
UMEIOIE OHO WUIM HECKOJIbKO alMKaIbHBIX OTBEPCTHH, BEAyIIUX B MOJOCTh 3y0a. KopeHs morpyxkeH
yIIyOJIeHUE 4YeJIOCTH, KOTOpPOE€ HasbiBaeTcsl 3yOHOW anbBeosiod. l[lomnmepskuBaromuii ammapar 3yo6a (I
obOecrieurBaeT NMpUKperieHue 3yda k 3yOHOH aibBeosie. B ero coctaB BXOJAT: 1IEMEHT, IEPUOAOHT (TIEpHUO,
CBSI3Ka), CTEHKa 3yOHOM aJIbBEOJIbI U JCCHA.

[Ieiika 3y0a - y4acCTOK COEIMHEHUS SMAJIH C [IEMEHTOM, B 00JIACTH KOTOPOTO KOPOHKA MEPEXOUT B KO

[lynbnapHasi kKaMmepa BBITSIHYTa B HalpaBJIE€HUM MPOJOJIbHON ocu 3y0a. B Hell paznuuaroT Kopo
otnenbl. KOpOHKOBBIN OTJEA COCTaBIs€T OCHOBHYIO YacTh OObeMa MyJbIapHOM Kame
MPEACTABIICH CY>KUBAIOIIUMUCA B allMKAJIbHOM HaIlPaBJICHUH KOPHEBBIM KaHajioM. OO0bem
BO3PAaCTOM YMEHBIIAETCS BCIAEACTBUE HEMPEPHIBHOTO OTI0KEHUS ICHTUHA HA €€ CTCHKAaX.
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1. Pe3usl. 2. Knbiku. 3. [Ipemoispel. 4.
Mosspel. 5. HéOHas MOBEpPXHOCTh. 6.

[locrossuuble  3yObl. 7.  SI3bIyHas
MTOBEPXHOCTb. 8. Pe3noBas
MOBEPXHOCTh. 9. I'yOHasi MOBEPXHOCT.
10. Ileunas  noBepxHOCTH.  11.

[ToBepxHoCcTh mpukyca. 12. MomoyHbie
3yOBlI.
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1. Bepxymka. 2. KopHeBoii kaHan. 3.
Hementr. 4. Kamepa mynsnbel 3.
Hentun. 6. Omanb. 7. JIHO mynbnel. 8.
OMalieBo-AE€HTUHHAasE  rpa”Huna. 9.
Kpsiia mynsbIibL.




Pa3BuTue u mpope3biBaHue 3y00B OKa3bIBACT OOJIBIIOE BIUSIHUE HA MOJIOCTh PTa U COCEHUE OPT
KU3HU BCJIEACTBUE PA3BUTHS aJbBEOJSIPHBIX OTPOCTKOB YBEIMYMBAETCA BBICOTA BEPXHEU
IIPOUCXOIUT POCT BEPXHEUETIOCTHBIX Ma3yX. ITO MPUBOAUT K BO3PACTAHUIO BEPTUKAIBHOTO Pa3Me
nuna. PazBuTue mocTosSHHBIX 3y0OB CIOCOOCTBYET POCTY YEIIOCTEH U JIMIla B CaruTAJIbHOM Halpan
dbopmupyercs nuieBoi npoduiib. [locne 15 neT, koraa 3aBepiiacTcs B OCHOBHOM MPOPE3bIBAHUE TTO
JIALA B CATUTTAJIbHOM HAIIPABJICHUU U B BBICOTY 3HAUUTEILHO YMEHBILIACTCH.

PazButre 3y00B MpOTEKAET B HECKOJIBKO CTAJM, KOTOPBIE JIETKO PACMO3HAIOTCS HA MUKPOCKOITMYECKO
CTaJIMM OJIOHTOI€HEe3a TPAJAMIIMOHHO OIMCBHIBAIOTCS B KJIACCHUYECKUX TEPMHUHAX THMCTOJIOTHYECKOM Ka
CTaJINM Pa3BUTUS 3yOOB (OT paHHUX JI0 MTO3AHUX ) UMEHYIOTCS KaK IJIACTUHKA, ITOYKa, MEIIOYEK (JalieuKa
HenaBuue ycnexu, JOCTUTHYThIE B MIOHUMAHUM MOJICKYJISIPHBIX MEXaHU3MOB, YIIPABIISIIOIIMX POCTOM 3
MOSIBJICHUIO HOBOM TEPMHMHOJIOTUM, KOTOpas OIMCBHIBAET YEThIpE CTaAWU Pa3BUTHUS 3yOOB: HHHUIIMAIU
KJIETOYHAs WK IuToauddepeHIuanms 1 armno3uiius MaTpukca.

3yOHas miacTUHKA IIPe/ICTaBIIsIeT cCOO0M MepBbIit MOPGhOIOTrHYESCKUI 3HAK Havalla pa3BUTHUS 3yOOB U CTAHOBHU
IPUMEPHO Ha S5-U Hejaene BHYTPUYTPOOHOro pa3BUTHs yejoBeka. Ha 3Toll cTagumy KJIETKH JEHTaJbHOTO
MOJJICKAIIEH SKTOME3EHXHUMbBI JACNATCS C Pa3HOW CKOPOCThIO (mocienHue ObicTpee). MHIyKTUBHOE BIIMS
IJIACTUHKY, TpPEaonpeaessmionee Ccyap0y MNomjiexaneld 3KTOME3CHXHMBbI, ObUIO TOATBEPKICHO HEC

HCCJICAOBATCIISIMU. Wauweaumn Mopdoresea Auddepesumauus PopMuuposaHne
U MUHEPANKIZLMS KOPHEHA U NPOPESLIBEHU
SyOian naEcTHHGE novG AL KONOKONMBMME  NOXHWA KODOKON BV 7y Gou
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CrpoeHue 3y0a.
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OMalib - 3TO caMasi TBepAasi 0OBI3BECTBIECHHAS CTPYKTYpa B OpraHu3Me MO3BOHOYHBIX, TOKPHIBA
TonmuHa 3Manu BapbUpPyeT OT 2 A0 3 MM B CAMbIX MAaCCUBHBIX YacTsAX OyrOpPKOB KOPOHKH 3y0a 10
rpaHuie ¢ JeHTHHOM. [IOoCKOJbKYy 3Maiib 3TO OECKJIETOYHAasi CTPYKTypa, OHA O€3KU3HEHHA, €CII
BHHMAaHWE TMOBEPXHOCTHYIO peMuHepanu3aiuio. [loBepXxHOCTHas pemMuHepanu3anus OpeIcTaBise
MOHOOOMEHA MUHEPAJIOB Ha MOBEPXHOCTU AMaiid. LIBeT sManu MeHsieTcsl B Juara3oHe OT MPOo3payH
CEPOro, HO B OOJBUIMHCTBE CIYyYaeB BU3YyaJbHO BOCIIPUHUMAEMAsl OKPACKA MOKPBITHIX 3MAJIbI0 KOPO
JEHTUHOM, TPOCBEUYMBAIOIM Yepe3 dMajb. 3yObl C TOHKUM CJIOEM 3Maji BBIIIAIAT JKEITOBATHIMU, YT
neHTuHa. Takoe sBieHHe Oosiee XapaKTEpHO JJIS JIUL a3UaTCKOTO TPOUCXOKACHUSI.

JIGHTUH cocTaBisieT OOJIBIIYK0 4YacTh MacChl 3y0a. DTO XKuBas TKaHb, OOnajaromiasi MHOTUMH (]
XUMHUYECKMMHU CBOMCTBaMHU KOCTH. JIGHTHH MMEET >KENThIH IIBET M ropasfo Oojiee XPYMNOK IO CPpaBHEHU
[Ipouiecc oOpa3oBaHUsI JACHTUHA IO CYIIECTBY HE OTJIMYAETCA OT TMPOILECCOB OOpa3oBaHUs | JIPYyT
COCAMHUTENBHBIX TKAaHEW B OpraHu3Me, HampuMep 3yOHOTO lieMeHTa U KOCTU. OCHOBHBIM yCIOBUEM JIJIsl 3TO
HAJINYME BBICOKOCTIEHATU3UPOBAHHBIX KJIETOK, CUHTE3UPYIOMIMX M CEKPETUPYIOMMUX BBICOKOCIICIIUAIN3
OpPraHUYEeCKU MATPUKC, CHOCOOHBIM MHTETPUPOBATH OWOJOTHMYECKUW amaTuT W JApyrue MuHepaiabl. E
yCIOBUEM (POPMUPOBAHUS JICHTHUHA SIBIISIETCS XOpOIIEEe KPOBOCHAOKEHHWE M BBICOKMI YpPOBEHbH (PEpMEHTa Iil
docdaraspl. JleHTHMHOOOpaA3yIOIKME KIETKH, WM OJOHTOONACThl, HAYMHAIOT CEKPETHUPOBATh BHEKJICTOYHBIM
(ECM) mnpeaentuHa. OHM OTCTYyHalOT B HAMNpaBICHUM TNYJbIbl, HO COXPAHSIOT CBSI3b C MAaTPUKCO
dbopMUpyeTCsSl KJICTOYHBIMU PACIIUPEHUSAMHU, TaK HA3bIBAEMBIMU OJOHTOOJACTHBIMU OTPOCTKAMHU.
MATPUKC MPEACHTUHA MPEBPAMIACTCS B MUHEPAIU30BAHHBIN CJIOM JEHTHUHA B PE3YJIbTATE OYEHBb CIIO
KOTOPBI HAUMHAETCS HA HEKOTOPOM PACCTOSHUHU OT TEJI OJIOHTOONACTHBIX KJIETOK. Camblil Hapy»XH
00pa3yIOIIUICS MEPBBIM, MPEACTABIACT COOOM 3penblii AEHTUH, a OCTajbHasl €ro 4acTh HA3bIBACTC
JEHTUHOM.



[leMEeHT MO CTPOEHMIO CXOJE€H C KOCTHON TKaHbIO M SIBJISIETCSI HaMMEHEE
MEHEpaJIM30BaHHOM TBEPJOM TKaHbIO 3y0a. ITO OOBI3BECTBIICHHAS TKaHb
ME30JAEPMAJIbHOTO MPOUCXOXKACHUS. [[eMEHT, MOKpBIBAIOIUM ANUKAIbHYIO
TPETh KOPHS, COJIEPKUT >KUBBIC KJIETKH (IIEMEHTOLMUTHI), B TO BpPEMS Kak
OCTaJIbHbIE JIBE€ TPETH IIEMEHTa OeckieTouHbl. LleMeHT mnoaBepKeH
paccacbIBaHUIO B MEHBIIIECH CTENEHU, YeM KOCTb, U 3TOT (haKT, HECOMHEHHO,
CBS3aH C €ro pojbl0 B (¢uKcauuu 3yO0OB U C HMX CIHOCOOHOCTHIO
MPOPE3BIBATHCS YE€PE3 KOCTh.

[Tynbna 3y0a 3amoiaHsAeT MyJIbIIAPHYI0 KAMEPY B €€ KOPOHKOBOM M KOPHEBOM
ornenax. Ilymbma oOCymIecTBISIET TUTAHUE JICHTHMHA, OOECIEUHUBAECT
YyBCTBUTEIBHOCTh 3y0a, BBINOJHSET 3allMTHbIE (yHKIUU. Pe3noBas, uinu
OKKJIFO3UOHHAS, ITOBEPXHOCTh KaMEpbl IIYJbIIbl SIBIAETCS €€ KPBIIIEH.
BricTynibl MeIMaIbHOM U JTUCTAIBHOM YaCTEU IMYJIbIbl HA3bIBAKOTCS POraMu
MyJIBITBI. ATIMKaJbHAsA MOBEPXHOCTh KAMEPHI ITYJIbIIBI HA3BIBACTCS €€ JTHOM U
CIY>KUT 30HOM IMPOXOJa HEPBOB M KPOBEHOCHBIX COCYIOB B KOPHEBBIC
KaHaJbl. B mylbne MOXXKHO HalTH KPOBEHOCHBIE W TUM(PATUUECCKHUE COCYIIbI, a
TaKX€ CEHCOpPHbIE U MOTOpPHbIC HEpBbI. EMWHCTBEHHAs ceHCOopHas (yHKIHUS
MyJIBIBI - 3TO CIIOCOOHOCTh MepeAaBarb 007ab. Macca MmynbIlbl IPEACTABISAET
CO0OM PBIXJTYIO COEAMHUTEIILHYIO TKaHb, COJICPKAIYI0 MHOTHE THUIIBI KJIETOK,
B TOM uucie (uopodsacTtel U 0A0HTOOMACTHl. COMaTru4eCKUEe CTBOJIOBBIC
KJIETKU W3 MYJbIbl MOJOYHBIX MOJISIPOB IIOCJE€ TPAHCIUIAHTAIMUA 1IN VIVO
CIIOCOOHBI PET€HEPUPOBATh Pa3HbIE TKAHMU.




AHOMAAWUU 3YBOB
MakpofeHTuS MukposeHTu BecTnbynsapHoe OTKNOHEHUE
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HacnenctBeHnHble 3a00€BaHUS — 3a00JICBaHUS, BO3HUKHOBEHUE WU PA3BUTHE KOTO
CBSI3aHO C Pa3JIMYHBIMU Jie(heKTaMU U HAPYIICHUSIMHU B HACJICICTBEHHOM aInapare KJeT
B ocHOBe HacjeICTBEHHBIX 3a00JE€BaHMI JeKaT MyTalluM: XPOMOCOMHBIEC, T'€HHBIE
MHUTOXOHJIpUaidbHbie. HacneacTBeHHble 3a00JieBaHUS MOTYT OBITb  OOYCJIOBJICH
MyTallUsIMM, TI€peaBa€MbIMH B CEMbSIX II0 HACJICACTBY, HWJIH MYTallUIMHU, BHOBb
BO3HUKIIIMMHM B KJIETKaxX 3apOJBIIICBOM JHWHUW, B 3UTOTE WJIM Ha OYEHb PAHHHUX AdTalax
pa3ButTus. HacneacTBeHHble OOJIE3HM MHOTOYMCICHHBI (M3BeCTHO cCBhIie 6000) u
Pa3HOOOpPa3HbBI MO MPOSBICHUSIM.

HexkoTopsle HaclenCTBEHHbIC 3a00J€BaHUsl SBISAIOTCS BPOXKACHHBIMU. BpoxaEéHHbIC
HACJICJICTBEHHbIC OOJIE3HU CIIEAYyET OTIMYaTh OT IIOPOKOB pPa3BUTHS, BbI3BAHHBIX,
HanpuMmep, uHPekuenrn (cuuinuc WM TOKCOIIAa3MO3) WM BO3JCHCTBUEM HMHBIX
MOBPEKIa0NIMX (DAKTOPOB HA ILJIO/ BO BpeMsi OEpEMEHHOCTH.

IIpu HacieICTBEHHBIX 3a00JICBAHUSX MOTYT HUMETh MECTO T€HETHMYECKHE HapyIICHHS
pa3IMYHOrO XapakTepa M JOKaJu3aluuu. OTU OO0JIE3HM MOTrYyT OBITh CBSI3aHBI C
HapyHICHUSIMU SIACPHOM (XpoMOCOMHOM) uiau murtoxoHapuaibHot JIHK. OHu moryr
Pa3BUTLCSI B Pe3yJbTare TEeHHBIX (TOYEYHBIX) MyTallui (TpaH3ULIMH, TPAHCBEPCHH,
MyTaIlMd CJIBUTA PAMKH CUMTBHIBaHUS), JTMOO JIOBOJBHO I'pyOBIX HM3MEHEHUM CTPYKTYPBI
xpomocoM wium  MTAHK  (menemum, Aymiukanuv, HWHBEPCHHM, TPAHCIOKAIWH,
TPAHCIIO3UIIUM), & TAKXKE BCJICACTBUE TEHOMHBIX MyTalluid (M3MEHEHUS YUCIIa XPOMOCO
COOTBETCTBEHHO, HACJICJACTBCHHBIE 3a00JICBAHUS KIACCU(PUIMPYIOT KaK TIE€H
XPOMOCOMHBIE, MUTOXOHAPHUATIbHBIE.
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3yOHbIEe aHOMAJIMK PA3JIMYHBI 110 UX 3HaYeHHUI0. OJIHU JIETal0T HAC BCETO JIUIIIh MEHEE MPUBJICKA
OPUBOAAT K HapyILICHHIO paboThl 3yOoB. PasznuuaroT aHomManuu yucia, (popMbl, MOJOKEHUS,
3y0OB, a TAaK)K€ aHOMAJIMIO TIPUKYcCa.

BriusHue BCeBO3MOKHBIX (PAKTOPOB Ha pa3BUTHE 3yOOB B MOMEHT MX (DOPMHUPOBAHHS, MOXKET BbHI3B
AHOMAJTUH.

OOpa3oBaHue TBEpJIOM TKaHW B 3y0ax HapylaeTcs MpU HEXBaTke B opraHu3zMe ButamuHa A. Hemo
paboTa mapaliMTOBUIHBIX >KeJie3 HapyllaeT MHUHEpaldbHbIA cOcTaB 3yOOB. 3yObl paHO MOSIBISIOTCS
pa3pyliaroTcsi, €ciid HeI0CTaTO4HO (YHKIIMOHUPYET Tunodus, a Mmpu HEAOCTaTOYHON (YHKIIUU IIUT
’KeJIe3bl MOJIOYHBIE U MTOCTOSTHHBIE 3yObl MOSIBIISIIOTCS C 3a/IEP>KKOM, TKAaHU 3yOOB HE Pa3BUBAIOTCA B MIOJHOU

JIns ucnpaBieHHUs TPUKYca y B3POCHBIX U JIETEH TpeOyeTcsi OPTOAOHTUYECKOE JIeYeHHUE (CTOUMOCTh Y
OPTOJIOHTa MOXKHO Yy3HaTh Ha HalleM caite) AmmapaTHbIi METOJ SBIAETCS OCHOBHBIM. Hanbo
pacpoCTPaHEHHBIM METOJOM SIBIIAETCA HOllIEHUE OpekeT-cucTeM. C MOMONIBI0 METAUIMYECKON MPOBOJIOKH
NEepEMENIAlOTCA B HY>)KHOM HampaiieHHuu. Celyac MCHoJib3yl0T HE TOJIBKO METaJUIMYECKUE OPEKEThI, HO U
BApUAHTHI CUCTEMBI.

WcnpaBiieHre MpUKyca y B3pOCIbIX UMEET CBOM 0CoOeHHOCTHU. [Ipexksie ueM HauWHATh UCIPaBIE
HEOOXOMMO yOpaTh BCE€ HCTOYHMKM HMHGPEKIMU B POTOBOM MOJOCTM M BOCCTAHOBUTH IIOBE
[IpoBomUTCS 3aMEHA CTAphIX MJIOMO, a TaKkKe MIIOMOUPOBaHKE 3y0O0B, TOPAKEHHBIX KAPUECOM.
pa3pylIeHbl WK OTCYTCTBYIOT, MOXKET MOTPEOOBATHCS UX MPOTE3UPOBaHKE (MOCTOBUAHBIC TP



CasauBaHue CnusHue

JeHTanbHasa [eHTanbHan
aBarmHaums MHBarmHauua




HacnenctBeHHbIC 3a001€BaHUS M CHHIPOMBI C MAKPOJICHTHUEH.

Cungpom  Aapckora-Cxorra wmwm CAC,
danumoreHTHaIbHAS 1IN0
banmoauruToreHuTaIbHas TUCIIIA3Us, JIUIIC-
najiblie-reHuTaibHbld - cuHapom (MKB-10:
Q87.1) — HacnenCTBEHHOE, CLEIJICHHOE ¢ X-
XpoMocomoi  3abojyeBanue. KiamHudecku
NpOSIBIIAETCA B HW3MEHEHUH Mopdoioruu
Javlla, CKeJIeTa, TEHUTAU, BO3MOXKHA
3aJIep’)KKa  YMCTBEHHOTO M (PU3HUYECKOTO
pa3BUTHSI.

[IpruuHoOM 3a00JIeBaHUs CTAHOBATCS MyTallUM B
rene FGD1, pacnionoxkeHHOM Ha X-XpOMOCOME,
MO3TOMY OOJIE3Hb TIPOSIBIISICTCS Yy MY>KUHH,
MaTe€pu KOTOPBIX SBJIAIOTCS HOCHUTEIbHUIIAMHU
MyTalii. Y MHOTUX SKCHIIUH-HOCUTEIbHMUIL
00JIe3Hb UMEET JIETKUE IIPHU3HAKH.

3a0osieBaHUE€ HE TMPUBOAUT K JIETAIBHOMY
UCXONY.




Cungpom Kodbduna — Jloypu (Coffin-Lowry syndrome, CLS, MKb-10 — Q87.0) — pe
3a00JI€BaHNE, XapaKTEPU3YIOIIEeeCs 3aJIePKKOM POCTa, ICUXOMOTOPHOTO U YMCTBEHHOTO Pa3BUTHU
aucMopdu3MoM, AeekraMu ManblieB U IPOrPECCHPYIONIMMH H3MEHEHHSMH CcKkenera. Jleu
HACTOsAIIEEe BPEMs CBOAUTCS K CUMIITOMATHYECKON TepaITHH.

PaccrpoiictBo acconunpoBano ¢ myranusimu reHa RPS6K A3, pacnionoxeHnoro Ha X-xpomocome. [ eH
YYaCTBYIOIIUM B KJIETOUHBIX CHUTHAJIBHBIX MYyTSAX, KOTOPBIE BIMSIOT Ha CIOCOOHOCTh K OOYYEHHIO,
JOJITOBPEMEHHOW MaMSITA W BBDKMBAHUE HEPBHBIX KIIETOK.

Cunapom KosHa (Takke M3BEeCTHBIM Kak cuHapoM llenmepa unu cunapom YUepBeHKa ) - OYEHb PEAKO
PELIECCUBHOE TEHETUYECKOe 3a00JIeBaHUE C PA3IMYHON BBIPAKECHHOCTBHIO, XapaKTEpHU3YIoIIeecs O
YMCTBEHHOM OTCTaJIOCTBIO , BBIPAKEHHBIMU YEPEMHO-IUIEBEIMM AHOMAJIMSMU U  TMOTEHIUAIbH

TUCPYHKITUEH.

OTOT CHHAPOM CUMTAECTCS MyTaluen reHa B xpomocome 8 B jiokyce 8q22 rena COHI . UmeeT ayTocoMHO-peIt
nepesady ¢ NepeMEeHHbIM BbIpaxeHneM. ECTh CBUAETENBCTBA TOTO, YTO 3TOT CUHIAPOM UMEET JPYTYIO MYTAIUIO
T€HE, YTO U CUHAPOM Mupxocceinnu — XonMmca — YOJITOHA .




-~ Cunapom Kopuenuu pae Jlanre (cuHIapom
bpaxmana-Jlanre) @ —  HacJeACTBEHHOE
3a00JIeBaHUE, MPOSABIISAIONIECECS YMCTBEHHOM
OTCTaJIOCTHIO U MHO>K€CTBEHHBIMHU
aHOMaJIUSIMU Pa3BUTHSL. YacrtoTa
3a0osieBaHusa — npumMepHo 1 Ha 10000.

Cunapom Kopuenun ne JlaHre oTHOCHTCS K

AOMHWHAHTHO-HACJICAYCMbIM 3360J’I€B&HI/IHM,
OOJIBIIIMHCTBO ClI1ydacB SABIIAROTCA
CIIOpaIn4CCKUMU, BO3HUKIIMMMHA de novo.
CI/IHI[pOM SABJIACTCA I'CHCTNYCCKHU

reTeporeHHbM. [IpuMepHO MoJI0BHHA Clly4yaeB
oOycioBieHa myrtanusmu B rene NIPBL, okomo
5 % cnydyaeB — myrtanusmu B reHe SMCIA,
KOJIUPYIOIIEM CyOBbeIUHUITY OEJIKOBOTO
KOMIUIEKCA Kore3nHa. OIMH ONUCAHHBIN CITy4an
CBs3aH ¢ myrauued B reHe SMC3, KOTOphIf
TaKXKE€ KOAUPYET OJHY U3 CyObEIUHUI] KOT€31HA.

B psapge cayyaeB nOpu IUTOTCHETHYECKOM
WCCIICIOBAHUM  HAXOAAT MHKPOAYIUIAKAILIUIO
JOKYCOB (25 — 29 XpOoMOCOMBI 3.




HacnenacrBeHHbIE 3a001€BaHUS ¢ MUKPOJICHTHUEH.

-~ HecoBepmieHnnsiii amenoreHe3 (amelogenesis imperfecta) — 3T0 TspKETOE
HACJICACTBEHHOE HapyllleHHE 53MajiecoO0pa3oBaHUs, KOTOPOE BBIpaKaeTcs B
HapyLICHUU CTPYKTYpbl U MHUHEpATU3AllMM BPEMEHHBIX M IOCTOSHHBIX 3yOOB,
W3MEHEHUN UX 1IBETA U MOCJIEAYIOMIEW YACTUYHOW WJIM MOJHOU ITOTEPEU TKAHMU.
HA oTHOCHTCS K 4MCiIy HauOosee peIKUX U HEAOCTATOYHO U3YUYCHHBIX ITOPOKOB
pa3BUTUS TBEPABIX TKaHEH 3y0OB, HMEET pa3iauyHble (HOPMBI, pas3HbIC
KIMHUYECKUE TIPOSABICHUA, a TakKe€ pa3Hble THIBI  HACJICHOBAHUS.
Pacnpoctpanénnocts Bapbupyer ot 1:700 mo 1:14000 B 3aBUCHMMOCTH OT
HCCIIENYEMOM MOITYJISALHMN.

Munepanuzanusi, QOpMHUPOBAHUE UM CO3PEBAHUE OMAJU SBISIIOTCS CIOXKHBIMU
npoleccaMu M HAaXONATCS TOJl KOHTPOJEM MHOTUMX OelkoB U (EepMEHTOB,
BOXHEHIIMMU U3 KOTOPBIX SABIAOTCS sHamenuH (ENAM), amenorennn (AMELX),
amMeno0JacTUH,  aMeJIoTHH, Ty(pTeauH, JEeHTUHHBIN  cuanodocdonpoTeuH,
kamukpend-4 (KLK4) w wmarpukcHas wMeramionporenHaza 20 (MMP20 wnm
sHamenu3uH). Korma msmensercs crpykrypa U (QyHKIIMOHUPOBAHUE 3TUX OEJIKOB,
HapyIIalTCs MUHEpaIU3alus U JaJIbHEUIIEeEe CO3PEBAHUE 3MAJM, YTO MPUBOJIUT K
U3MEHECHUIO 1IBE€TAa 3Majid, €€ HCTOHYEHUIO, YMEHBIICHUIO BEJIMYHHBI KOPOHOK
3y0OB, MOSIBJICHUIO Ha TIOBEPXHOCTU KOPOHOK SIMOK, YIITyOseHui u 00po3/10K. bbuio
MOKAa3aHO, YTO B X-CIEMJIEHHOM THIIE€ HACJEIOBAHUS HUMEIOTCA MYTAalldd B T'E€HE
AMELX, a mpu ayTOCOMHO-JOMHUHAHTHOM/PEIICCCUBHOM THUIIC HACJEJOBAaHUU — B
rene ENAM. UHTepecHO, 4TO 10 CHX MOp HU OAHA MYTallUs B T€HE aMEIIOTUHA HE
ObL1a CBsSI3aHA C HECOBEPIIICHHBIM aMEJIOTeHE30M




Poszemmu-J[KynueHeTTy  CUHIPOM -  ayTOCOMHO-PELIECCUBHOE
3a00JIeBaHUE C JOKaJIn3aluend reia B odnactu 11q23-q24. Brepssie
3a0osieBaHue omnucaHo B 1961 1. y 4 manuMeHTOB C aHTUIPO30M,
TUIIOTPUXO30M, MUKPOJECHTUEN, IUCIUIA3UEH HOTTEU, PACUICIMHOU
ryoel/Hé0a, acdopmanmeli maablleB MW MOPOKaMU  pPa3BUTHSA
MOYETOJIOBOW CUCTEMBI.

Cunapom  AkceH(enbaa-Purepa -  peakas  TeHETHYECKH
JETEpMUHUPOBaHHAsi  0O0JIe3Hb, TMpPU  KOTOPOM  HAOIHOAAOTCS
NOpKEHUSI TJIa3 U CHUCTeMHbIE MajbpopManu. XapaxkTepHas
TSDKENass CTENEeHb NIayKoMbl. [laTomornst Takke mpOsBISIETCS
CUCTEMHBIMH aHOMAJIMSAMHU PA3BUTUSI COMAaTUYECKUX OPraHoB, 3yOOB
Y KOCTHBIX TKaHEH yeperna.

[Ipupona pa3BuTus 3abojeBaHUs 0 cuX TNOp u3ydaercs. Ilaromorus
Bo3HUKaeT Ha (oHe mytaumii B reHax FOXCl u PITX2. Bbonesnn
HacJIeIyeTcsl ayTOCOMHO-JOMHUHAHTHBIM TIyTE€M, OJIHAKO ONHCAaHBI U
CIOPAINYECKHE CITYUaHu.
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CunmpoM ATKMHAa — OYEHb PEAKUNA BPOXKICHHBIM CUHJIIPOM,
XapAKTEPUIYIOMIUMCI YMCTBEHHOM OTCTAJIOCTHIO PA3HOW TSAKECTH,
HU3KOPOCJIOCThIO, Makporedanuen, «rpyobIMU» YepTamMu JIMIA C
BBIITYKJIBIM JIOOM M HaJOpPOBHBIMU JyramMH, THIIEPTEIOPU3MOM,
IIUPOKUM KOHYMKOM HOCa U TOJCTBHIMH TyOamu. ¥ 70% omucaHHBIX
NAlMEHTOB OBUIO OTMEYEHO YMEpeHHoe oxupeHue. I[IpudmHb
pa3BUTHS CUHJIpOMA HEU3BECTHHI, JICYEHUE TOJIBKO
CUMIITOMATHYECKOE U MOJJICPKUBAIOIIICE.




=  Cunapom PormyHa-ToMcoHa - ayTOCOMHO-PELIECCUBHOE 3a00JI€BaHNE, BHI3BAHHOE
myTtarue reHa (REQL4), nokamu3oBanHoro B paiione 8q24.3. Huzkuii pocr,
MUKPO(PTaAIbMUsI, MUKPOKOPHEA, CTPAOU3M, TJ1ayKOMa; HEOOJbIIINE KUCTU U CTOTIBI,
octeornopo3. [lopaxeHnue Koxku (3pUTPOMATO3, MOMKHUIOJIECPMA, TEICAHTHUIKTA3MUA,
YYaCTKH aTpoPuu KOXKH) JUCTpO(dHS HOITEH, YACTUYHAS aJONElHsi, YMCTBEHHAs
orctaiocth y 15-30% manueHToB. MHOXECTBEHHbIE aHOMAJIUM  3yOOB
(MUKPOJIEHTHUSI, CBEPXKOMIUIEKTHBIE 3yObl, aHOMAJIUU 3yOHBIX KOPOHOK).

~  Cungpom BunbsiMmca — penkasi TeHETUUECKasi MaToJIOTUs — OJIMH cirydal Ha 20
THICSY HOBOPOXKJACHHBIX. MalbuuKd M JEeBOYKH OO0JCIOT OJMHAKOBO YacTo,
HE3aBHCHUMO OT YCIIOBUH POXKIACHUS M HAIIMOHAJBHOCTU. ITO T€HETUYECKas, HO HE
HaCJICJICTBEHHAs IMarojorus. B momaBnstonieM OONBIIMHCTBE ClIydaeB ACICIIUS
(XpOMOCOMHBIE TIEPECTPOMKH, IIPU KOTOPBIX MPOMCXOAUT IIOTEps YyuyacTKa

xpomocoMbl. — IIpum. BURO.) reHOB NpPOUCXOAUT CIIydyailHO, BCJIEJICTBHUE
MyTalid, B MOMEHT 3adarusi peOeHKa, HE IIepe/laBasch MO HACJIEACTBY OT
pOIUTETIEN.

BonbHble MMEOT 0co00€ CTpPOCHHE Julla, B CIEHHAIbHON JUTEepaType Ha3blBaeMOE
«JIAIIOM 3J1b(ha», MOCKOJIBLKY OHO HAMOMHUHAET JHIO AMb(HOB B HX TPAAUIMOHHOM,
dbonpkIOpHOM BapuaHTe. {1 HUX XapaKTepHbI IMTHPOKUH 1100, pa3nér OpoBeil Mo
CpemHEH JTMHWH, OINYIIEHHBIC BHHU3 IOJIHBIC IEKH, OOJIBIIION POT C MOJHBIMH T'yOamMu
(0cOOEHHO HMXKHEM), TIOCKOE MEpPEeHOChe, CBoeoOpaszHas ¢opmMa HOcCa C IUIOCKUM
TYIIBIM KOHIIOM, MaJICHbKUI, HECKOJIBKO 3a0CTPEHHBIN MOJ00POIOK.

JIist cTapimmx JieTei XxapakTepHbl JUIMHHBIE, peakue 3yObl. C BO3pacToM JIMIO OONBHBIX
HECKOJIbKO MEHSIETCS: MOSBIISIETCS MACCUBHOCTh HAJIOPOBHBIX YT, MEHbIIIE BhIpAXKEHA
NIaCTO3HOCTh JIMIA, HET IUIOCKOTO IMepeHOoChs W snukaHTa. OOpamaer Ha cels
BHUMAaHUE YBEJIMUYEHHOE PACCTOSTHUE OT OCHOBAHMS HOCA J0 BEpXHEM I'yOBbl.




HacnenctBeHnHsle 3a00J1€BaHUs 1 CHHAPOMBI C TaypOJICHTHEH.
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MoHoreHHbIEe HaCIEACTBEHHBIE 3a00JICBAHUS U CUHAPOMBI, B COCTaB
KOTOPBIX TAaypOACHTHS BXOAUT KaK OAWH M3 MPU3HAKOB IATOJOTMH.
JIIs  HEKOTOPHIX  3a00NCBAHMH  YCTAHOBICHA  JIOKAJIH3AIHS 4
I1aTOJIOTUYECKOTO reHa (CUHIIPOMBI Penm-XomKkKkuHa, |
sKTOZepMaNibHas jgucriazuss 1 AJl, karapakra-3yOHOH, OKYJIO-
JNEHTOAUTUTAIbHAS JUCIUIA3Us, TPUXO-JIEHTO-KOCTHBIM CHUHJIPOM).
Tun nacnmemoBaHust Jyisi OOJIBIIMHCTBA ATUX 3a00JI€BaHU TBEPJIO
YCTAHOBJICH

IIrepa-PoOeHa aHomajajg ¢ aHOMaJUsIMM JIMIA U MaldblieB — X-
CIleTICHHOe  3a0o0jieBaHME, XapaKTepu3yrlleecs  aHOMaIUsIMU
YEPEITHOIUIICBOM 00JaCTH M aHOMaJIWSMH MaiblieB. /(s maHHOTO
CHUHJIpOMa XapaKTEepPHBI THUIIOIJIA3Us HIDKHEW YeIIOCTH, pacliieIrnHa
HEOA, TIIocCconTO3. Y HEKOTOPhIX O0JIbHBIX aHoManaj [Ikepa-PoOnna
coueTaeTCs ¢ MOPOKaMH CepjIa, aHOMAIMSIMH VI, CKelleTa, Iiias,
MHOTJIa BCTPEYACTCS YMCTBEHHAsI OTCTAIOCTb.

CunnpoM AKKEpMaHa — CEMEUHBIA CHUHAPOM, MPOSABISIOMINNCS B
CPOCIIUXCS KOPEHHBIX 3y0ax ¢ OAIIHWM KaHaJIOM, THMIIOTPUXO03€ U
PEIKOW IOBEHUJIBHOW MIIAYKOME. DTOJIOTHSI CUHIPOMA J0 CUX IOp HE
BBIICHEHA. BEPOATHO MMEET PELIECCUBHO-AyTOCOMHOE HACIIEIOBAHHUE.




Tpuxo-aeHTo-kocTHBIN cuHpoM (TDO-cunapom).
OTMeuaroTcsl pa3audyHbIe MPU3HAKH TATOJOTHH
CKeJleTa B  BHJAE YKOPOYECHHOW  TPYyIWHBI,
OTCTaBaHHWS B KOCTHOM BO3pacTe, MaKpPOKpaHWS,
OompIlIMe KUCTH W CcTombl. Hepenako ymcTBeHHas
OTCTaJO0CTb. AyTOCOMHO-JTOMUHAHTHOE
3aboneBanne. IeH JokanuM3oBaH B pailioHE
17q21.3-q22. Ilpennonaraercsi, 4To 3a00JICBAHUE
MOXKET OBITh BBI3BAHO MYyTaIlUE€ B TOMEOOOKCHOM
reae DLX3(600525). HomuxonedanpHas (opma
gyeperna, CKeJIeTHbIC aHOMAJIUKA 1 TaTOJI0THsl 3y00B
B BUJIC HICTOHYCHHOMN 3MaJH, TUIIOIJIA3H SMAJIH B
BHUJIC SIMOK, TaypOACHTH3MA; MEJIKHUE, ITUPOKO

pacCcTaBJICHHbBIC 3yOBl, nepuanvKagibHbIE
a0C1IECCHI.
KpanuoskronepMaibHas U CILIA3US —

3a00JIeBaHUE  HACIEAyeTCsl 1O  ayTOCOMHO-
peneccuBHOMY TuITy. Oncano BnepBbie B 1977 1.
Xapaktepuzyercs YEpEIMHO-TUIIEBBIMU
aHOMAJIUSIMU (monmuxouedanus, CUHOCTO3
CaruTaJbHBIX IIIBOB 4Ye€pena) U MpU3HAKAMHU
BKTOAECPMAJIbHOMN




AHOMaJIUM pa3BUTHS 3yOOB, HEOIATOMPUSATHO OTPaKasiCh HA AMOIIMOHATILHOM COCTOSIHUM JIO
BXOJISIT B KPYI' YIPOXKAIOIIMX KW3HU 3a00J€BaHUN M CYIIECTBEHHO HE BIIMSIOT Ha PEMPO
bnarogapss »TOMy MOXHO HaONIOaTh 3HAUYUTEIHHOE KOJUYECTBO CEMEUHBIX CIydacB
HACJICJICTBEHHBIX 3a00JICBaHUM, I7I€ HAJUYUE MATOJIOTUUA PETUCTPUPYETCS Ha MPOTSIHKEHUU HECKO
OT0 co3/aet OJaronpusiTHbIE YCIOBUA JJISI U3YUYEHUS] TEHETUYECKONW 3THOJOTUHU TaKUX OO0JIE3HEH.
MaTOJIOTMM OYEHb BAXHBI JJISI pa3paOOTKHM HOBBIX MOAXOJ0B B JICYEHHWU CTOMATOJOTMYECKHUX
YaCTHOCTH Ha OCHOBE Pa3BUBAIOIIMXCS UCCIICIOBAHUIN B 00JIACTH KJIETOUHBIX TEXHOJIOTUM. YKe B O
MOXXHO pPacCUMTHIBATh HA MPUMEHEHHUE 3TUX HAYYHBIX JOCTHXKEHHM B CTOMATOJIOTMYECKOM MPAKTHUK
UCCIIEIOBAaHUM B 3TOM 00JIACTH TOBOPUT O TOM, UTO MEPCIEKTHBA UCIIOIb30BaHUSI COBPEMEHHBIX BOCCTA
MEJIMKO-TEHETUYECKUX TEXHOJIOTMH pealibHa HE TOJIbKO Ha AKCIEPUMEHTAJIbHBIX >KUBOTHBIX, HO U Y
YaCTHOCTH, OYCHB MEPCIICKTUBHBIM HAIIPABICHUEM SIBISICTCS UCIIOIB30BAHUS VISl TUX 1I€JIeH CTBOJIOBBIX
U3BECTHO, ATU MYJBTUIIOTEHTHbIC KIJIETKM MOXKHO IOJy4aTh W3 CTPOMBI KOCTHOTO MO3ra, a TaK»kKe
AMOPHUOHATBHBIX 3yOOB WJIM MHTAKTHBIX 3a4aTKoB 3yO0oB. Kpome Toro, ObLI0 MOKa3aHO, YTO MOMYJISIUU C
KJIETOK, CYILIECTBYIOLIME B MOJIOYHBIX 3y0aX M CO BPEMEHEM yTpauuBaloluecs, O0JalaroT MOTe
00pa3oBbIBaTh MUHEPAIM30BAaHHbIE 3yOHBIE CTPYKTYpPbl, B YACTHOCTU JEHTHH U KOCTh, a TAaKXE€ pPEreHep
HEPBHYIO TKaHb.

Crnenyer y4uThIBaTh, YTO JO TE€X MOp, MOKA areHe3us OJAHOro wiu Ooyiee 3yOOB HE SIBISIETCS COCTAaB
HACJICJICTBEHHOTO CHHJIPOMA WM TSHKEJIOTo 3a00JIeBaHMs, TCHETUYSCKUNA U MEAUIIMHCKAN MPOTHO3 [T
€r0 CEMbU OTHOCHUTEIIBHO OJIAarOMPHATEH, J1a’ke HECMOTPS Ha TO, YTO OTACIbHBIC HACIIECTBEHHBIE (D
3yOOB HWHOIJIa C BOBJICUCHHEM MHOTHUX 3yOOB MPHUBOIAT K 3HAYUTEIBbHBIM JCTECTHUYECKUM,
(MHAHCOBBIM ITPOOJIEMAaM.



Croacu0o0 3a BHuMmauaue!




