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AKTYAJIBHOCTbB TEMBI

3y004eNIOCTHbIE aHOMallMd — OJIHM U3 CaMbIX paclpOCTPaHEHHBIX
CTOMATOJIOTMYECKUX 3a00JIEBAaHUM y €Tl W MOAPOCTKOB, 3aHHMAIOIINE TPETHE
MECTO TIOclie B CTPYKType Iocie Kapueca W Ooisie3Hedl mnapogonta. OHH
CYILIECTBEHHO CHHUXAIOT KAayeCTBO JKU3HM, BIUSIS Ha >KEBATEIbHYIO (DYHKIHUIO,
MPUBOJISI K PEUYEBBIM HAPYIICHUSAM, 3CTETUYECKUM HEAOCTAaTKaM, OTpa)xasch Ha
3I0pOBbE€ M COLMANBHON ajanTanuu. AHOMaJIud 3yOOB BO3HHMKAIOT OT Hayaia
3aKJIAJIKHA 3a9aTKOB 3yOOB JI0 MOJTHOTO UX MPOPE3bIBAHUS U YCTAHOBJICHUS B 3yOHOM
psany. Paznuuaror anomanuu ¢Gopmbl 3yOOB, KOJMYECTBA W pa3Mepa 3yO0oOB,
CTPYKTYpBI TBEPJABIX TKaHEW 3y0OOB U aHOMAaJIMH IOJOXKEHUSI 3yOOB U CPOKOB UX
POPE3bIBAHUA.

JInsi 0OBEKTUBHOM OIICHKH aHOMaJui pa3MepoB U (OpMBI 3yOOB MPOBOJIST
COTIOCTABJICHUE WM3MEPEHHUM OTNEJIbHBIX 3y0OB C TaONHMIIaMU HMX HOPMAaJbHBIX
pa3mepoB (no Baiicy unu Ycrtumenko). bosee nonHoe npeacraBienne o BeIMYUHE
3y0OB MOJKET JaTh TNoKa3zaTelb MOAYJS KOpoHKU. OH ompenenseTcss Kak cyMma
BECTUOYIOSI3bIYHOTO U ME3UOIUCTAIILHOTO pa3Mepa JIeJieHHas Ha JBa.

Pa3smepsl 3y0OB Kak  aHTpOMOJOTHYECKas  XapaKTePUCTHKAa  MOTYT
BapbUpPOBATh. Y MpPEJICTABUTENIEH F0KHOM €BPOTIEOUTHOM pachl 3yObl OTHOCUTEIHHO
MEHBIIIETO pa3Mepa, YeM Y JIoAeil MOHTONOUuIHOM packl. OCOOEHHO ATO Kacaetcs
(dbopMBbI 1 pazMepa BEpXHUX Pe310B. M3BeCTHO Takke, YTO aHTPOIOJIOTHUECKUI TUTT
HETPOUJHOM  pachl, OCOOCHHO TIPEACTABUTEIM €€ BOCTOYHOM  BETRBH,
XapaKTepu3yrTcs Ooliee KpPYMHBIMU pa3zmepamu 3y0oB. [loaToMy mpu oreHke
pa3mepa 3y0OB cieayeT TakKe NIPUHUMATh BO BHHUMAaHUE J3THUYECKYIO U

IMOIIYJIAIMUOHHYIO IIPHUHAJICKHOCTD HHANBHA.

KITACCUOUKALIN
Anomanuu BenWuMHBI W (GOpMBI 3y0OB BechbMa  Pa3HOOOpA3HBI.
Henpasunsayto (opmy MOryT UMETh KOPOHKA M KOPEHB 3y0a. B cooTBeTcTBHE C
MKB-10 BbIAEISIOT CIEAYIONINE OCHOBHBIC aHOMAJIMU pa3MepoB U (hOPMbI 3yOOB.

B K00.2 Anomanuu pa3mepoB u ¢Gopmbl 3yOOB
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* Makpoaenrus,

* MukpoaeHTus,

* Cpaiienue;

 CnusHMe ® pa3gBOCHHE, pa3aBOCHHE (IIM30JCHTHS), CIUSHHUC
(cuHOIEHTHS);

* BrinsgunBanue 3y0oB (100aBOYHBIE OKKIFO3UOHHBIE OYTOPKH);

* UuBarunupoBanHbiii 3y0 («3y0 B 3y0e»), (AMjaTUpOBaHHAs OJOHTOMA) U
aHoMaJiud pe3ua, HEOHas Oopo3na, KOMbEBUIHBIE (KOHMYECKHE pPE3Iibl),
nonarooOpa3Hblie pe3ibl, T-00pa3Hble pe3lbl;

* [Ipemonspuszanus;

* AHOMaJTbHBIE OYTOPKHU U AMAJIEBhIE KEMUYKUHBI (alaMaHTOMa);

* «bbrunii 3y0» (TaypogOHTHU3M);

* JIpyrue u HeyTOUHEHHbIE aHOMAJIMH Pa3MeEPOB U (HOPMBI 3y0OB.

Kak monararot, Bbllien3noxeHHass KiacCU(UKAIMSA CIUIIKOM IPOMO3JKA U
HeynoOHa s npaktuaeckoro npumenenus (Ilepcun JI.C., 2006). B cBs3u ¢ atum
Kadeapoil OPTOIOHTHUH U JieTcKoro mpore3upoBanus MI'MCY Obuta npenioxxeHa
npyrasi, 0osee coBeplieHHas KiaccuuKarus.

Knaccuduxanus anomanuit 3y00oB U uemtocteld KadeIpbl OPTONOHTHH U
nerckoro npore3upoBanuss MI'MCYVY (1990)

1. AHOMAJINA 3YBOB

1.1. AHomanuu popmsl 3y0a

1.2. AHOManMu CTPYKTYPBI TBEPABIX TKaHEH 3y0a

1.3. AHOManuu 1BeTa 3yoa

1.4. Anomanuu pazmepa 3yoa (BbICOTBI, ITUPUHBI, TOJIIIHHBI)

1.4.1. MakpoaeHTus

1.4.2. MukponeHTHs

MAKPOJEHTUA
MaxkpoaeHTrsl - (CHH. MaKpOJIOHTHS, METAJIOIOHTHS)- YpEe3MEPHO OOJIBIITHE

pa3Mepbl OJHOTO WJIM HECKOJbKUX 3yOOB. MakpoJeHTHIO MOAPA3JEIAIOT HA TPU
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tina: 1 - TeHepalu30BaHHAs MAaKpOACHTUSA (pa3Mepbl OOJIBIIMHCTBA 3Yy0O0B
3HAUYUTENILHO OOJBIIUX Pa3MEpPOB MO CPABHEHHUIO C HOPMOI1); 2 - OTHOCHUTEIBHO
reHEepaJM30BaHHAsl MAKPOJCHTHS (HEKOTOpble 3yObl JIMIIb HE3HAYUTEIbHO
MPEBBINIAIOT HOPMAJIbHBIE pa3Mephl); 3 - MU30JIUPOBaHHAS MAKpPOACHTHUS (TOJBKO
€UHUYHBIN 3y0 YBEJIMYEH IO CBOMM pa3mepam). J[MarHocTuka MakpOJIECHTUUU
OCHOBaHa Ha BU3YaJIbHOM HCCIIEIOBAHUU U METOJIE COTIOCTABIIEHUS pa3MepoB 3y0a
C €ro CTaHJAPTHBHIMU (CPEHUMH ) TTOMYJISIITUOHHBIMU pa3MepaMHu.

Kpome Toro, naronorust Mo>keT ObITh AOCOJIFOTHOM MU OTHOCUTENBHOM. Eciin
CyMMapHas IIMpUHA KOPOHOK NIEpeAHUX 4 pe3I[0B BEPXHEH YETIOCTH MTPEBBIIIAET 35
MM, TO pedb AT 00 a0COMOTHON MaKpoIeHTHH. Eciin 3TOT noka3arenb MEHBIIE —
00 OTHOCUTEILHOM.

MakpoJiIeHTUsI MOXXET BCTpeUYaTbCS KaK HW30JUPOBAHHBIM MPU3HAK, Kak
IMPU3HAK MHOECTBCHHBIX aHOMAJIMW pPa3BUTHS 3yOOB WJIM BXOJUTH B COCTaB
HACJICJICTBEHHBIX 3a00JICBAHUM M CHHAPOMOB MOHOT€HHOM M XPOMOCOMHOM
ATUOJIOTUH.

VYBenuueHHbIH pa3Mep KOPOHKM 3y0a MOXKET OBITh CJIEICTBHEM TaKHX
aHOMAJIUW pa3BUTHSI, KaK CIUSHUE U YIBOEHUE 3y0a.

3yObI canBIIMecs.

3yObl CIMBIIKECS - YBEIWUYEHHBIM TOPU3OHTANIBHBIA pa3Mep KOPOHKU 3y0a,
COUYETAIONIUNCA B HEKOTOPBIX CIydasX ¢ HATHMYMEM JOOABOYHOTO KOPHS (KOpHEH).
Orta aHoManusi pa3BUTHS (PEHOTHIHYECKH MPOSIBISIETCS B BUJIE YBEIUYCHHOTO
TOPU30HTAIBHOTO pa3Mepa KOPOHKH U SIBJISIETCA CIEACTBUEM CIUSHUA ABYX (MHOTA
Oomee) 3a4aTKOB 3y00B.

[Ipu 3TOM OTMEUaeTCsa OTCYTCTBUE JIATEPAIIBHOTO pe31a BCIAECTBUE CIUSIHUS
C UEHTpaJbHBIM pE3UOM. DTa aHOMAJIUS pa3BUTHUA BCTPEYAETCS C YaCTOTOM
npumMepHo 0,5%. B OonbpIIMHCTBE ClydaeB KIMHUYECKHU MPOSIBIISIETCS KaK HAIMYHE

IAPOKOU CABOEHHOW KOPOHKH C OJHOM IYJIBIIAPHOU KamMepoi.



YiaBoenue.

VY nBoenue (germination) - aHoManus, o003HayaeMas KaK yJIBOCHHE 3y0a,
HaOJII0aeTCsl B TOM CIy4ae, €CJIM U3 OJTHOTO 3yOHOro 3a4yarka (POpMHUpPYETCs Kak
ObI J1Ba 3y0a.

ITo ¢opme 3y0a MHOTAA CIOKHO PaA3IMUUTh MEXKIY COOOW CIUSHUE WU
ynBoeHue. st Toro 4rodsl oTaudpepeHpoBaTh ITH COCTOSIHUS, HEOOXOIUMO
MOJICUMTATh KOJIMYECTBO 3yOoB. Eciu mpu mojacuere KoiIuyecTBO 3yOOB MEHbIIE
HOPMBI, TO 3TO CIUSHUE IBYX 3yOOB; €CIIU UX YHCIIO HE OTIIMYAETCS OT HOPMAJIbHOTO
KOJIMYECTBA - yABOeHHE. HacTora anoManuu B nomyssanuu 0,5%.

NuBarunanus 3y00B («3y0 B 3y0e»).

WuBaruHanys BCTpeyaeTcs TM00 KaK U30IHPOBAaHHBIN MTOPOK PA3BUTHSL, THOO
B COUYCTAHWU C APYTMMH aHOMAJHMSIMH B COCTaBE HEKOTOPBHIX HACIICJCTBCHHBIX
cuHapoMoB. llonaratoT, 4To 3THOJIOTHS W30JMPOBAHHONW WHBArvHAIMU 3YOOB -
MyJIbTH(aKTOpUaTbHAS. DTa aHOMAJHS Yalle BCTpEYaeTcs y KUTAWIIeB, SMOHIICB,
aMEpPUKAaHCKUX abOpPUT€HOB U O3CKUMOCOB [0 CPAaBHEHHMIO C €BpolelIaMu u
BBIXOAIIAMU ¢ a(pUKAHCKOTO KOHTHHEHTa. BcTpeuaercs W30JIMpOBaHHAS
JOMHHAHTHAs popMa 3Toro cocTossHus. CpeiHss 4acToTa JOMUHAHTHOW aHOMAJIUH
aHoMmanusa «3yo B 3yOe», mo manHbiM Grahnen et al. (1959), cocraBnser 3%. B
HACTOSAIIEe BpEeMs B MHUPOBOM JUTEpaType UMEETCs ONHCaHHe JABYX
HACJICICTBEHHBIX MOHOTEHHBIX 3a00JIEBaHUM, COMPOBOXKAAIONINXCS JAaHHOU
aHomanuel pa3Butus. llepBoe 3a0osieBaHME: TaypoOJOHTH3M, MHUKPOJIECHTUS U
uHBaruHaruss  3yoos (OMUM  313490). Ilpu nanHom 3a0oieBaHUW,
HaclenyomeMcss 1Mo  X-CHEMJICHHOMY  PELIECCUBHOMY THUITy, OTMEYaeTcs
reHepaqn30BaHHass MUKPOJCHTHSI, TAYPOJIOHTU3M TIEPBBIX MOCTOSIHHBIX MOJIIPOB U
MHO>KECTBEHHBIC MHBAarnHaIuu 3y0oB. [[pyroe 3a0oseBanue, mpu KOTOPOM OIMcaHa
WHBaruHaius 3y0oB, HacjeayeTcsi 0 ayTOCOMHO-AOMUHAaHTHOMY Tuny (OMUM
125300). DTOT CHHAPOM TaK W Ha3bIBaeTCs «3y0 B 3yOe W HEOHBIC MHBArMHAIIAN

(dens in dente and palatal invaginations).



AHOMaJIbHbIE OYyTOPKH U 3MaJIeBble JKeMYyKHHbI (a1aMaHTOMA)

«OManeBble JKEMUYKUHBI , SMAJIEBbIE KaIlJIW» - [IAPO0Opa3Hble 00pa30BaHUs
AMalli, MPUKPEIUICHHbIE K 3y0y nuameTpom ot 1 o 4 mm, HaGmogatores y 1,5%
MAIMEHTOB U PacnoJiaraloTcsi B 00JacTH MIEHKH 3y0a Ha TpaHMIIE SMaJU U IEMEHTA,
MHOTJa B 30He Oudypkauuu (Tpudypkanuu) KOpHer. « IMaseBble Karin» COCTOSIT
U3 JICHTMHA, IOKPBITOrO 53Majibl0, BHYTPH HHUX 4YacTO HMMEETCS IOJIOCTb,
3amnojHeHHas mnynbnod. JlaHHas aHOManusi 4YacTO HE BBI3BIBAET KAKUX-THOO
(YHKIMOHAIBHBIX HAPYIICHU.

Tayponentusm (0b14uii 3y0)

TayponeHTU3M - aHOManusi pa3BUTHUS, XapakTepu3yromascs OoybIIon
IIyJIbIIOBOU KaMepOi.

Ora aHoMasus HauboJiee 4acTo BeTpedaercs y 3y0oB-mMossipoB. Kimnndeckue
BapUaHThl  TaypOJOHTHM3Ma  BKJIIOYAIOT B ce0d  TUNOTAypOJOHTH3M,
ME€30TaypOJIOHTHU3M, TUIIEPTAYPOJOHTHU3M.

OTH COCTOSIHHS MOTYT OBITh 3aperuCTPUPOBAaHbl KaK W30JUPOBAaHHBIE
NpU3HAKK (ayTOCOMHO-IOMUHAHTHBIE), TAK M KaK COCTaBHAsI YaCThb XPOMOCOMHBIX
00J1e3Heil, MOHOTEHHBIX HACJIECTBEHHBIX 3a00JIEBAaHUN U CHUHIPOMOB, HalpuMep
TaKUX, KaK TPUXO-IEHTO-KOCTHBIA CHHIPOM, OTOAECHTAJIbHAs JUCIUIA3UA,
DKTOJIEpMalibHAsl  JWCIUIa3usi, 3y0O-HOITEBOM  CHHIPOM, HECOBEpPIICHHBIN
sMmajiereHes, cuHapoMm KiakHdpenbTepa, cuHapom JlayHa, THIOTHIPOTHYECKAS

BKTOAEPMaIbHAS JTUCILJIA3Us U JIP.

MUKPOJEHTUA.

MukpoaeHTust (CUH.MUKPOJCHTH3M) - Majble pa3Mepbl KOPOHKH 3y0a To
CPaBHEHHIO CO CPETHUM Pa3MepOM KOPOHOK TOH ke Tpynimbl 3y0oB. Pasnuuatot tpu
BHJ1a MUKPOJICHTHUU.

* ['enepanu3oBaHHass MUKPOJEHTHS - BCE 3yObl HOpMaJIbHO CPOPMUPOBAHBI,
HO HX pa3Mep 3HAYUTEIbHO MEHbIIE, 4YeM B Hopme. ['eHepamn3oBaHHas

MUKPOACHTHA BCTPCYACTCA KaK OTACJIbHAA aHOMAJINA PAa3BUTHUA, TAK U B COCTABC



HEKOTOPBIX HACJIEICTBEHHbIX 3a00J€BaHUM M CUHAPOMOB, HAlpUMEp MpH
runo(u3apHoil KapJuKOBOCTH.

* OTHOCUTENBHO TEHEPAIM30BAHHASI MUKPOJIEHTUS - HUMEIOTCS 3yObl
HOPMAJIbHOTO M YMEHBIIEHHOI'O pa3Mepa, MpUYeM Ha HIKHEW 4entocTd 3yOoB
YMEHBIIEHHOT0 pa3Mepa 0oJiblie, Y4eM HOPMAaJIbHbIX.

* M3onupoBaHHas MUKPOJEHTUA - NPU H30JIUPOBAHHONM MHKPOIAECHTUU
MOpa)keH OOBIYHO TOJBKO OAMH 3y0; Yalle MOPaKEHHbIM 3yOOM SIBISIOTCS

JIaTCPAJIbHBIC PE3IbI U TPCTHHU MOJIAPBI BerHeﬁ YCIIOCTU.

HACJIEACTBEHHBIE 3ABOJIEBAHUA U CUHPOMBI C
AHOMAJIUAMU PASMEPOB U ®OPMbI 3YBOB.

HacnencrBeHHbIe 320071€BaHUSI U CHHAPOMbI ¢ MAKPOJAEeHTHEIH.

B macrosiiiee Bpemsi JUIb IS OTHOCHUTEJIBHO HEOOJBIIOTO KOJIMYECTBA
3a00JIeBaHUIl YCTAaHOBJICHA JIOKAJIM3AIUsl TE€HOB, BBI3BIBAIONIMX 3a00JICBAaHUS U
CUHAPOMBI, B COCTaB KOTOPBIX BXOIUT MakpojaeHTus. Kak u MHOTHE Npyrue, 3T
3a00JIeBaHUS XapaKTEPU3YIOTCS MHUPOKON KIMHUYECKON BaprabeTbHOCTb.

Aapckora cuHapoM  (Aapckora-Ckorra). CHHAPOM  BBIJICJIEH B
CaMOCTOSITEJIbHYIO  HO30JIOTMYeCcKylo eauHuity B 1970 1. MuHumanbHbie
JTUATHOCTUYECKUE TMPU3HAKU: THUMNEPTEIOpU3M, OpaxUJAaKTHIMS, HHU3KHA PpOCT.
OTMmeyaroTcsl mUpoKasi MEePeHOCHIIa, KOPOTKU HOC C BBIBEPHYTHIMH HO3APSIMH,
AHTUMOHOTOJIOMIHBIA  pa3pe3 TI1a3, a Takke pa300JITaHHOCTh CYCTaBOB,
KJIMHOJAKTIIINA V TaJbleB, HETIOJIHAS KOJKHAs CUHJIAKTHIINSA PYK, epepa3rudoanme
B MeX(}amaHTOBBIX CyCTaBax. XapaKTepHbl aHOMAIUUA TCHUTAIWN: IIaJICBUIHASI
MOIIIOHKA, KPUMPOPXU3M, (EeMO3, IMaXOBble TPHDKU. YMEpEHHas YMCTBEHHAs
OoTCTaNIOCTh 0T™Meuaercs y 14% OoNbHBIX.

K cromartonorndyeckuMm MpOSIBICHUSM CHHAPOMA OTHOCSIT: THUIOIUIA3HI0
BEpXHEHN YENIFOCTH, OTHOCUTEbHYIO MPOT€HUI0, MAKPOJAEHTHUIO, aHOMAJIMU IIPUKYCA,
onuro-, ajneHturo. OmnucaHbl ciaydyad paculelduHbl ryosl u HEOa. 3aloseBaHue
HacleayeTcsi  X-CLUEIUIGHHO  PELeCCMBHO, BBI3BAHO  MyTallued B TeHe

daunorenutanbuoi qucrnazuu (FGD1). I'en nokanuzosan B Xpl1.21.
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Cunapom Kodduna-Jloypu. Bnepsoie cunmpom omucad B 1966 r. Tun
HacienoBaHusi:  X-CHEIUICHHBIM  JOMHWHAHTHBIM. MuHuMaabHBIMU ~ JUAar-
HOCTUYECKUMHU TpU3HAKAMU SIBISIOTCA: AHTUMOHOTOJOWIHBIN paspe3 rias,
JYKOBUIICOOPA3HBIM HOC, HUBKUM POCT, KOHYCOBUIHBIC MaJIbIIbl, YMCTBEHHAas
OTCTAJIOCTh. JlaHHBIA CHHAPOM XapaKTepU3yeTcs CHEeNU(PUUESCKUMU YEPEIHO-
JUIEBBIMU TPU3HAKAMH: MUKpolLedanus, BBICTYNAIONIME HAIOpPOBHBIC AYTH,
TUNIEPTEIOPU3M, AHTUMOHTOJOUIHBIN pa3pe3 rja3, OTKPBIThIE BIEpPel HO3JPH,
nepeopOuTaIbHas TMOJHOTA TKAHEH, MHUPOKasi CIIMHKA HOCA, OTTOMBIPEHHBIE YIIIH.
XapakTepHbl TAaK)K€ MHOKECTBEHHBIC TPU3HAKY MATOJIOTUU COSTUHUTEIIBHOM TKAaHU
U ckeleta (TUNEepMOOMIBHOCTh CYCTaBOB KUCTEW U CTOI, AedopManusi TpyaHOM
KJIETKH, CKOJIM03, Kudo3 u np). K cTtomaTosoruueckuM MposiBICHUSIM CHUHIpOMA
OTHOCSITCSI: OOJIBIIONW TPUOTKPBITHI POT, y3KOE€, BBICOKOE HEOO, THUIOJCHTHUS,
HapyIIeHHE MPUKYCa, IMUPOKO PACCTaBICHHBIE 3yObl, OOJIBIINE CPEUHHBIE PE3IIbI
(makponaentusi) (puc. 1.6 a, 6). Hapsny ¢ yMCTBEHHOH OTCTaJOCTBhIO, XapaKTepHa
MbIllIeyHasi TunoToHus. Ilpu maHHOM 3a00JIeBaHUM OMHCAHO TAaKXKE HaJIUYHe
SMUIPUCTYIIOB U PACIIUPEHHBIE KETYA0YKH TOJIOBHOIO Mo3ra. ['eH J1oKann30BaH B
patione Xp22.2-p22.1.

Cunapom KosHa (TUNOTOHUS, OXKUPEHUE, BBICTYNAIOIIME LEHTPAIbHBIC
pe3ibl) onrcad BrepBbie B 1973 r. HacneayeTcs o ayrToCOMHOPEIIECCHBHOMY THUITY .
XapakTepHbIMH MPU3HAKAMHU CHHAPOMA SIBJIAIOTCS: MBIIIEYHAs] TUIIOTOHUS,
OKMpPEHHE, BBICTYNAIONIME LEHTpaJbHble pe3nbl. JUIsi JaHHOrO CHUHIpOMa
XapaKTepHa IIMpPOKas BapuaOEbHOCTh KIMHUYECKOW KAapTHHBI, BKIIIOYAIONIAS B
ce0s HM3KMU POCT W BEC MPH POXKICHUHW, HATU4HEe MUKpoIehaInu, JTUICBbIC
aHOMAaJMU B BHUJIE€ THUIOIJIA3MM BEPXHEW YENIOCTH, MATKO BBIPAKEHHOM
MUKPOTHATUH, aHTUMOHTOJIOUJHOTO pa3pe3a riia3, MUOIUU, UHOTJA BCTPEUAIOTCS
JacTH4YHas aTpous 3pUTEIBHBIX HEPBOB, CTpabm3M, Jeikonenus. Kuctu pyk y3kue
C JJMHHBIMA TOHKMMH TaldblaMU U YKOPOUCHHBIMH METaKapHalbHbIMU H
MeTaTap3albHBIMU KOCTSMHU. {151 CUHIpOMa XapakTepHa YMCTBEHHAs OTCTalOCTb.
K cromarosmornueckumM nposiBIICHUSIM, HApAAY C TUNOIUIA3UEN BEPXHEU YEIIOCTH U

MUKPOTHATHEH, MOXKHO OTHECTHM NPHUOTKPBHITHIM PpOT, BBICOKOE Yy3Koe HEOO,
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BBICTYNAIOIIME BIIEpE]] KPYIHbIC I[EHTpaJbHbIC pe3lbl. Yaiie, yem B JIpYyrux
MOMYJISIIIUSIX, CHHAPOM BBISIBIIIETCS Y €BPEEB - allIKEHA3U U Y )KuTeled OUHIISHINU.
3aboneBanue oOycnorieHo mytanueit B rene COHI, nokanu3oBaHHOM B 00J1acTH
8q22-g23.

KBG-cunapom. Brnepseie 3aboneBanue onucano B 1975r. Herrmann et al.
OCHOBHBIMU TIPU3HAKAMH CHUHJpPOMA SIBJISIFOTCS HU3KUH POCT, XapakTEpHOE JIUIIO,
MaKpoOJICHTHUsI, YMCTBEHHass OTCTaJOCTh M CKEJETHblE aHOMaauu. Tum
HACJIEJIOBAHUsA: ayTOCOMHO-JIOMUHAHTHBIN. Mukponedanus. B nercrBe okpyrias
dbopma nuua, JIUMHHBIA (QUIBTP, OOJBIINE OTTOMBIPEHHBIC YIIU, THUIEPTEIOPHU3M,
TeJEKaHT. | UmoriacTuuHble, OTKPBIThIE BHOEpea HO31apHu. Pa3nuuHble CKeleTHbIE
aHomanuu: Kudo3, aHOMAIMM KUCTEH (MaJeHbKUE KHUCTH, KIWHOJAAKTHIINS,
CUHIAKTWIUS W Jip.). TUNWYHBIMHU W 0O0S3aTeIbHBIMU TPU3HAKAMU JIAHHOTO
3a00JIeBaHMS SIBJISIIOTCS CTOMATOJOTHYECKUE AHOMAJIMHM B BHJIE MaKpPOJICHTHH,
KPYIHBIX BEPXHHUX IEHTPAJIBHBIX PE3IIOB, CIUSHUS PE3IOB, UHOT/Ia OJUTOJICHTHS.
3a0oneBaHue HacleayeTcsl M0 ayTOCOMHOJIOMUHAHTHOMY Tuily. COOTHOIIEHHUE
NOPAKEHHBIX MYKCKOTO M KEHCKOro noja 21:8.

I'emuruneprpodust (remurunepruiazus). BrepBeie 3a0osieBaHHE ONMHUCAHO
Fraumeni et al (1967) y pomnbix Opata W CeCTpbl. DTHOJIOTHS JO KOHIIA HE
yctaHoBieHa. [lomaraioT, dro HaciegOBaHHE COOTBETCTBYET ayTOCOMHO-
PEILECCUBHOMY THITY, XOTS HE MCKIIOYEHA BO3MOXXHOCTH MYJIbTU(DAKTOPUATEHOTO
HaciegoBanusa. Martin et al (2005) monarator, 4to 3a00J€BaHHE CBSI3aHO C
myTanuei reHoB LIT1 u H19, pacnionokeHHbIX Ha KOPOTKOM IJI€YE XPOMOCOMBI 11.
OCHOBHBIMH ~ TIpU3HAKaMU  MATOJIOTUU  SBJISIOTCA:  TeMUTHNEpTpodus,
remurnnepcresus, remuapediaexcusa. Ckonnos u muenoMeHunronene. [Ipu nanaom
3a00JIeBAaHUU B Ka4eCTBE OJHOTO W3 MPU3HAKOB MATOJOTHU OTMEYACTCS HaJU4He
MaKpOJICHTHH.

bpaxman-ne-Jlanre nomoOHbIN cuHapoM. 3aboneBanue onucaHo B 1992 r.
Halal and Silver. [Ins cuaapomMa XxapakTepHBI: OTCTaBaHUE B POCTE M IICHXUIECKOM
Pa3BHUTHH, YMCTBEHHAsI OTCTAJIOCTh, MUKPOIIe(aIHs, MSITKO BHIPAKCHHBIC JTUIIEBHIE

AdHOMAJINH. K cromaronornyeckum IIPOABJIICHUAM cuHapomMa  OTHOCATCA:
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MUKPOTHATHUSI U IPYTHE MMOPOKU PA3BUTHSI HIPKHEH YENTIOCTH, a TAK)KE MaKPOJICHTHSL.
3a0oneBaHue HacIEIyeTCs IO ayTOCOMHO-AOMUHAHTHOMY THITY.

PEHO cunapom (mporpeccupyioiias »SHiedaionatuss ¢  OTeKaMu,
rUNcapuTMue W atpo@uell  3pUTENbHBIX  HEpPBOB.  TsKenoe, peaKoe,
Iporpeccupyloniee, ayTOCOMHO-PELECCUBHOE HACJEICTBEHHOE 3a0oseBaHUeE.
Onucano Bnepsbie B 1991 r. y 14 nauuenToB u3 11 cemeil. OCHOBHBIMU IPU3HAKAMHU
JaHHOro  3a0oJieBaHMsA  ABIAIOTCS:  IpOrpeccupylomias  MUKpoledaus,
nepudepryeckre 0TeKH, HEBPOJIOTMUECKUE HAPYILIEHUS B BUJI€ PE3KOT0 OTCTaBaHMS
B pa3BUTHU. MpblllleyHass TUMOTOHMS, CYIOPOTH, HM3MEHEHHS KapIuOTPaMMBI
(runcapuTmusi), mporpeccupymoias arpopusi TOJIOBHOITO MO3ra U 3PHUTENbHBIX
HEepBOB H JAp. K JuieBbIM aHOMaIMSIM OTHOCAT: JMHUKAHT, OTKPBITBIA pOT,
MaKpOJICHTHIO, BBICOKOE y3K0e HEDO.

[TonmupakTunus mocTakcuajgbHasi C aHOMaIUsIMHK 3y00B 1 pedep.

3a0oneBanue ObUT0 onucaHo B 1977 r. y Tpex OOJIbHBIX C OYEHb CXOJIHOM
KapTUHOM MOpa)KeHUs, BKJIIOYABIIEH B ceOs MOCTAKCHAIBHYIO MOJUIAKTHINIO
KAcTed M cTom (IIMPOKWE TMajblbl HOT, CUHAAKTWIMIO 2-3), TUIOIUIA3UI0 U
cpaieHue pebdep, a Takke MHOXKECTBEHHbIE aHOMaluu 3y0oB (cpaieHue 3yOoB,
MaKpOJICHTUS, TUIOACHTHS, YKOpPOYEHHE KOpHEH 3y0OB U T.1.). Y HEKOTOPBIX
OOJBHBIX JaHHBIE AHOMAIHH MOTYT COYETAThCSI C IIOPOKAMU CEPIILIA.

CuHapoM o-TalslaceMUU, YMCTBEHHOM OTCTAJIOCTH, HE JEICHUOHHBIN THIIL.
3a0oneBanue ¢ X-ClETUIEHHBIM TOMUHAHTHBIM TUTIOM HACJEeI0BaHMs, 00YCIOBIECHO
myTtanueit B ATRX-rene. I'en nokanu3oBaH B pailone Xql3. B camocTosiTenbHy10
HO30JIOTUYECKYI0 €AuWHUIly cuHApoM BbimeneH B 1981 1. Hapsany c
reMaTOJOTUYECKUMU OTKIOHEHUSIMU, XapaKTEPHBIMU [JIsI TEMOTJIOOWHOMATHH,
orMeyvatroTcs mnpuzHaku nopaxeHus [[HC B Buie yMCTBEHHOW OTCTaloOCTH,
CIIACTHUYECKUX TMOPaXKECHHM, cymopor, atpodun mosra. [Ipu ommcannm cuHIpOMA
HEKOTOPHIE aBTOPHI OTMEYAIOT HAJIMYME XapaKTEePHBIX JHUIEBBIX au3Mophuii u
CTOMATOJIOTMYECKUX aHOMalui (TUIOIUIa3usl CpPelAHEl 4YacTH JIMla, MaJICHbKHE,
HU3KO TMOCAKEHHBIE VI, TEJEKAHT, BBIBEPHYTBhIE BIEpE] HO3JAPHU, LIUPOKO

paccTaBlieHHbIE Pe31bl, BBICOKOE HEOO U MAKPOJICHTHsI, THOTJ|a pacuieianHa HEOA).
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Muxkpouedanusi, cTpabusM, MaKpOACHTHUS, ITUPOKO PACCTABICHHBIEC BEPXHUE
pe3LpbL.

Knaitnpensrepa cunapom (xpomocom XXY cunapom). MuUHUMaIbHBIMU
NWArHOCTUYECKUMHU  TMPU3HAKAMH  CUHJpPOMA  SABJISIIOTCSA: TUIOTEHETAIU3M,
TUIIOTOHAJM3M, BBICOKMI POCT, HENPONOPLMOHANTBHO JJIMHHBIE KOHEYHOCTH.
Bropuunble moJIOBBIE MPU3HAKK PA3BUTHI CJIa00, OTMEYAETCS OBOJOCEHHUE IIO
xeHckomy tumy. l[lomymnsunonnas vactora 1:1000 manbunkoB, Ko3(PhUIIMEHT
uHTenekTa Hke 80%.

HacJuiencrpeHHblie 32001€BAHUSI M1 CHHAPOMBI ¢ MUKPO/JIEHTHE.

MUKpOAEHTUSI PETUCTPUPYETCA KaK U30JUPOBAHHBINA MPU3HAK, BCTPEUYACTCA
B COUYETAaHUM C JPYTMMU aHOMAJIMSIMU 3yOOB, BXOJUT B COCTaB MHOTHX
HACJICJICTBEHHBIX 3a00JIeBaHUNW M CHHJIPOMOB MOHOTE€HHOTO M XPOMOCOMHOTI'O
reHe3a. YacTora n30JMpOBaHHOW MUKPOJIEHTHH 1-2% B €BpONENCKOM MOMyIsUNUN U
B HECKOJIbKO pa3 Bbime (6,2%) y skuteneld SMOHCKUX OcTpoBOB. Hawubonee
BEPOSITHO, YTO M30JIMPOBAHHAs MUKDPOIEHTHUS CBA3aHa ¢ MyTauui reHoB PAX9 u
MSXI.

X-cuenieHHble HACJEACTBEHHbIE CHHAPOMBI ¢ MUKPOJIEHTHEH.

TaypoloHTU3M, MHUKPOJEHTUS M HWHBaruHamus 3y00B. VY MOpa)KEHHBIX
OTMEUAETCS TAypPOJOHTH3M, MHKPOJEHTHUS ¥ MHOXXECTBEHHbIE 3YyOBl C
VHBarvHalUsIMU.  XapakTep POAOCIOBHOM MO3BOJISIET  Ipeamoyiaratb  X-
CLECTUJICHHBIN PELIECCUBHBIN THI HaclieAoBaHus. JIokann3anus reHa HEM3BECTHA.

OKToAepMalibHAsl  JUCIUIA3UA 1, aHrumgporuyeckas. ['eHeTHyecku
rereporeHHoe 3aboneBanune. OmHa u3 QopM - X-CIETUICHHON pPEIEeCCUBHOU
AKTOJAEPMAJIbHON AuCIUIa3uu. [ JaHHOro BUAA NATOJIOTUHU, HApSAy C SPKO
BBIPa)KEHHBIMU MPU3HAKAMH SKTOJIEPMAIIbHON JUCILIA3HH, XapaKTepHbl aHOMaJIUU
3yOOB B BHJE TaypOJOHTHU3MA. Y TETEPO3UTOTHBIX JKCHIIUH BCTPEUAIOTCS
BAPBUPYIOLIHE IO CBOEU DKCIPECCUBHOCTH MTPU3HAKHU SKTOAEPMAIbHON JUCILIA3UN
u aHomaunii 3y0oB. ['eH, Be3biBatomuit ED 1, mokanm3oBan B paitone Xq12-13.1

ATKMHA cHHAPOM - X-CUEIUICHHOE€ JOMHUHAHTHOE 3a0o0JieBaHUE.

Xapakrepusyercs HU3KUM pocToM, 0XKUPEHUEM, Makpoledanue,
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MapKOPXUAU3MOM, CKOJIMO30M, Jedopmalueld KOJIEHHbIX CYCTaBOB, YKOPOUCHHEM
KUCTEW U CTOIl; YMCTBEHHAs! OTCTaJOCTh, CyAOpPOTrd. PacXoxkIeHUe HEHTPaIbHbIX
pe3noB, MukpoaeHTus. ['en He uneHTuduIUpoBaH.

AYTOCOMHO-IOMUHAHTHBbIE 3200J1eBaHUSI 1 CHHAPOMBI C MUKPOJACHTHEH.

AMeInoreHe3 HECOBEPIICHHBIN, THUMOIUIACTUYECKUM TUN (MHUKPOJCHTHS
reHepan30BaHHAs ).

Jlns  nmaHHOro  3a0o0JieBaHMSl  TakXKe HE  M3BECTHA  JIOKAJIU3AIUs
NaTOJOTUYECKOr0 TeHa. Tum HacleloBaHUs: ayTOCOMHO-JIOMHUHAHTHBIA. OTO
HACJICJICTBEHHOE 3a00JIeBaHNE MMEET HECKOJIbKO KIMHUYECKUX M T€HETUYECKHX
BapuaHToB. JlanHas (¢QopMa XapakTepuszyeTcs THUIOIJIACTUYECKUM  THIIOM
HECOBEPIIIEHHOTO aMeJIoreHe3a U TeHepaIn30BaHHON (HOPMO MUKPOICHTHUH.

CumbananrusM JUCTAIBHBIA C MHUKPOJACHTHEH, MUHEPaIN30BaHHBIM
JIEHTUHOM B ITyJIbIle. AyTOCOMHO-JIOMHHAHTHOE 3a00JI€BaHNE, XapaKTepU3yIIeecs
AHOMAJIMSIMH Pa3BUTHSl TANbIEB KUCTEH M CTON (JUCTaIbHBIN cUM(palaHTU3M,
OpaxuJaKTWIMs, arula3us/TUIOIUIa3usl CcpeaHuX ¢anaHr, OTCYTCTBHE WIH
runormiaasus  Horrei). K = cTOMaronoruyeckum  aHOMAJIUSM  OTHOCSTCS:
MUKPOJEHTHS, MUHEpaiu3alusl JACHTHUHA, CYXXEHHUE CKYJOBOM nayru. ['eH He
JIOKaJIM30BaH.

HeoObrunpie BOJIOCHI, KaTapaKTa, TUTMEHTHAs JUCTPOQus, 3yOHbIC aHOMATTUU
U OpaxugakTins. Peakuii ayTocOMHO-TOMUHAHTHBIN HACIEACTBEHHBIM CHUHIPOM,
XapaKTEePU3YIOIIUICS HEOOBIYHONW CTPYKTYPOH BOJIOC, TUTIOTPUX030M, MPU3HAKAMHU
AKTOJEPMAJILHON JTUCIIIA3HH, FOHOIIIECKOW KaTapaKTOW, MUTMEHTHOW aucTpodueit
cetyaTtku. (OTMeUarOTCsl ONUTOJEHTUS, J00aBOYHBIM JlaTepajbHBI  pe3ell,
MHKPOJECHTHS.

OKTPOAAKTUIINS, SKTOAEpMallbHas AWNCIUIA3Usl U pacileInHbl TyObl/ HEOA
cuagpoMm, 1. EEC 1. T'ereporeHHoe ayTOCOMHO-JIOMHHAHTHOE 3a0o0JIeBaHUEC,
CBsI3aHHOE B OOJILIITMHCTBE CiTy4yaeB ¢ myTtanuei reHa TP63 B mokyce 7q11.2-921.3.
CToMaToaoruuecKuMy NMpU3HAKaMHU CHUHJPOMA SIBIISIFOTCS: YaCTUYHASI aHOJEHTHUS,
MUKpPOJCHTHsI, Kapuec, cliab0 BBIpaKEHHAs THIOIIIa3us MOJSIpoB. JluieBbie

AHOMAJIMM: THUIIOIITIa3us1 BerHeﬁ YCIOCTHU, HU3KO PACIIOJOKCHHLBIC YIIIH. I'maBHBIC
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aHoMaJuu: roiyObie paayxku, Gorododusi, Oxedapodumos, CKIOHHOCTH K
onedapuraM ¥ JAKPUOLUCTUTAM, AaHOMAJIMU CII€3HO-HOCOBOTO KaHana. [Ipu nanHOM
3a00JIeBaHUM OIMCaHbl pacuieNnHa ryObl, HEOA, KCEepoCTOMa, aTpe3usl XOaH.
[latonoruss HapyX HBIX TIOJOBBIX OpPraHOB y MAJIbUUKOB; MHUKPOIICHUS U
KPUNITOPXU3M; MATOJIOTHS TIOYEK M MOYEBBIBOJSIIMX MyTed. OTMEUaloTCsl Takke
pa3lInYHbIE CKEJIETHBhIC aHOMAJIUU B BUJIC SKTPOJAKTHIMM U CUHJIAKTUINU. MoryT
BCTPEYATHCA PU3HAKU MATOJIOTMU KOXKHU, HOT'TEU, BOJIOC. [1aTosmorust 3H10KpUHHOM
CUCTEMBI B BUJI€ TUTIOTOHAAOTPOITHOT'O TUIIOTOHAN3MA.

Bunbeamca-belopena cunHApoM. AyTOCOMHO-IOMHUHAHTHOE 3a00JIEeBaHHUE.
Bri3BaHo MyTamuei B 3JIACTUHOBOM T'€HE, JIOKalW30BaHHOM B paione 7qll.2.
Yacrora cunapoma npumepHo 1 Ha 10 000. Huskuii poct, nuueBbie qu3Mopdum,
aHOMAJIMM M TIOPOKH Pa3BUTHUSI CEPJIEYHO-COCYAUCTOM CHUCTEMBI, aedopmalius
TPYAHOU KJIETKH, KH(POCKOJINO03, MOYEHHAS MATOJIOTHs, YMCTBEHHAs] OTCTAJIOCTb.
3yObl: MUKPOJICHTHUSI, TUTIOJICHTHS.

DKToAepMalibHAs TUCTIIAa3us 3 aHTHAPOTHYECKasi. AyTOCOMHO-OMUHAHTHOE
3a0oieBaHNe, BBI3BAHHOE MYTallMed B OKTOAMCIUIA3UH - aHTHUIAPOTUYECKOM
peuenitopHom rere (EDAR), mokanuzoBannom B 2q11-013.

XapakTepHble MPHU3HAKHU: TUIOTHIIPO3, TOHKAs, cyXas KOXa, TMIIOTPHUXO3,
BOJIOCHI TOHKHE, JIOMKHUE. [ UMOAEHTHS, aHOJIEHTHUSI, MUKPOJACHTHSI.

Cunapom Purepa tun II

AyTOCOMHO-IOMUHAHTHOE 3a00JieBaHUE, T€H KOTOPOro JIOKAJW30BaH B
obmactu 13ql4. Xapakrepuszyercss aHOMAIUSIMHU pa3BUTHA TJa3 (TJIaykoma,
MUKPOKOpHEa, [UCIUIa3usl pPaaykKh, TUNEPTEIOPU3M, OSIHUKAHT). [ umormnazus
BEpXHEH M HUXKHEW YENIOCTH, BPOXKJICHHBIE MOPOKH CepAla, aTpe3us aHyca,
MyTMOYHBIE TPBIKH, THUIMOCHAANS, KPUIITOPXU3M. AHOMaIWu 3y0OB B BHJC
MUKPOJACHTHH, TUTIOICHTHH, KOHUYECKast popMa 3yOHBIX KOPOHOK.

JlakpuMO-apuKyJ0-1€HTO-AUTUTAIbHbIA cUHApOM. CUHAPOM 00YCIOBIEH
FE€TEPO3UTOTHOW MyTallMel B THPO3UMH-KMHA3HOM JIOMEHE, KOJHUPYIOUIEM
penienTopHbIi hakTop pocta pudpodmactoB 2 (FGFR2). Jlokanuszamus rena Spl3-

pl2, 4pl16.3. XapaktepHsl cMmeniaHHas (KOHIyKTHBHas-HeMpoceHcopHas), hopma
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TYrOyXOCTH, MATOJIOTHS TJla3 B BHUJE aJaKpUMUH, aIUIa3uyW/TUMOIIIA3UHU CIE3HBIX
Kele3, TEJIEeKaHT, AAKPUOUUCTUTHL. OTCYTCTBHUE CIIIOHHBIX JKEJe3, MOpaKeHHE
MOYEK, CKEJIETHbIE aHOMAJMH, MPEaKCUadbHasl MOJMIAKTUINA, APYTUEe aHOMAIUU
pa3BUTHs MaJbLEB CTON M KHUCTeH. ['MmoneHTHs, koHWYecKas (opMa pe3LoB,
TUMOIJIA3Us MY, 3aJIep>KKa IPOPE3bIBaHUS MOJIOYHBIX 3y0O0B, KapHuec.

AyTOCOMHO-peneccCUBHbIE 3200/1eBAHNSI U CHHAPOMBI C MUKPOJIEHTHEH.

CnongunosnuduzapHas TUCIUIAa3Us, OMaHCKH THIL.
AyTocomMHOpelieccuBHOE 3aboseBaHue, BbI3BaHO MyTtanueil B rene CHST3,
Jokanu3oBaHHOM B obnactu 10g22.1. Jletn pokaaroTcs ¢ HOPMajIbHOW IITMHOM
Tena, 3aTeM pe3koe orcrtaBaHue B pocte (B3pocibie 110-130 cm.). MuTemiext
HOpPMaJIbHBIM. MHOXECTBEHHbIE TOPOKU PAa3BUTHsS CKejleTa, KUCTEH W CTOIL.
MuKpoeHTHS, IIUPOKO pacCTaBICHHbIC 3yOBbI.

Mukponedanusi, OCTeOIUCIUIACTHUECKAasT KapJIUKOBOCTh C  3yOHBIMHU
aHOMAJIUAMH. AYTOCOMHO-PEIIECCUBHOE 3a00JIeBaHUE C MpPU3HAKAMH MOPaKEHHUS
CKeJleTa, HHU3KUM pOCTOM, OpaxumesadalaHTHell manblleB KUCTeH U CToT,
MUKporiedaireil ¢ HOpMajgbHBIM MHTEJUJIEKTOM. YacThyHash MUKPOACHTHS,
ONaJIECIUPYIIUA OTTEHOK 5SMalM, THUIOIUIa3usi KOPHEW MOJIAPOB, AHOMAJIUH
IPEMOJISIPOB BEPXHEH YEIFOCTH.

Nmmynoocceosnas aucmaszus tan [umvke. 3aboneBanue BliepBbIe OMUCAHO
B 1974 r. lllumke Kak XOHIAPOUTHH-O-Cynb(haTasHbIi MyKOIOJHCaxapuao3. B
MOCIIEYIONIEM OTCYTCTBUE Y OOJIBHBIX MYKOMOJUCAXAPUIYPUU TO3BOJIUAIIO
UCKITIOYUTh MYKOTIONMcaxapuao3. 3aboseBaHuE XapaKTepu3yeTcs KOMOWHAIIMei
MPU3HAKOB CHOHIWJIOAMU(PU3APHON AUCIUIA3UU W KIMHUYECKUMHU MPHU3HAKaAMU
MIPOrpeCcCUpYIONIero MMMYyHOAUbUIMTa. bBonbHBIE, Kak MpaBuiio, MOTHOAIOT B
nepBeie 8 JeT Ku3HU. 3abosieBaHue BbI3BaHO MyTtammeil B reHe SMARCALIL,
JOKAIM30BaHHOM B paiioHe 2q34-036. JlucnpomnopuyoHanbHash KapiIUKOBOCTb,
MHUOIHUS,  aCTUTMATU3M, TOY€YHAs  TUNEPTEH3Hs, IOpaXEHUE  IOYEK,
CHOHAWIOANU(U3ApHAS  NHUCIUIa3Us, TOHKHE, JIOMKHE BOJIOCHI, CHM)XEHUE
KJIIETOYHOTO ~ MMMYHHUTETa, AHOMAJIbHBIM  ypOBEHb  HMMMYHOIJIOOYJIMHOB,

NpOTENHYpHUsl. MUKPOIEHTHA.
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Po3zzemnu-J>xynueHeTTs CHHIPOM. AyTOCOMHO-PELIECCUBHOE 3a00JIEBAHUE C
nokanu3aiuei rena B oonactu 11q23-q24. Bnepsbie 3ab6oneBanue onucaHo B 1961
r. y 4 ManMeHToB C aHTUAPO30M, THIOTPUXO030M, MUKPOAECHTHEH, NUCIIa3ueu
HOT'TEH, paciienuHol ryObl/HEOa, nedopmaimeil nmanblleB U MOPOKAMU Pa3BUTHUS
MOYEIIOJI0BON CUCTEMBI.

Cunnpom Pormynna-TomMcoHa. AyTOCOMHO-pELIECCMBHOE 3a00J€BaHUE,
BbI3BaHHOE MyTanuel reHa (REQL4), nokanuzoBanHoro B paiione 8q24.3. Huszkuii
poct, MUKpO(TaIbMusi, MUKPOKOpHEa, CTpaOu3M, riIaykoMa; HeOOJbIINEe KUCTH U
cTombl, ocTeonopo3. llopaxkenue Koxu (d3puUTpomMaTo3, MNOUKMIOAEpMA,
TeJICAaHTUIKTA3UsA, Y4YacTKu aTpoduu Koxku) 1auctpodus HOTTEH, YaCTHUUHAS
ajonenusi, yMCTBEHHass oTcTajoctbh y 15-30% mnamueHTOoB. MHOXKECTBEHHBIE
aHoMaJuu 3y00B (MHUKPOJCHTHS, CBEPXKOMIUICKTHBIC 3YObl, aHOMAJIHH 3YOHBIX
KOPOHOK).

Cunnpom IN'opnuna-Hayapu-Mocca. AyTocOMHO-periecCHBHOE 3a00JIEBaHHUE.
XapakTepu3yeTcsi HU3KUM pOCTOM, Opaxunedanuei, TUMOIMIa3ue CpeauHHOU
YacTU JIMLA, KOHIYKTHBHOM TYrOyXOCTbIO, IIaTOJOTHEW OpraHa 3peHHs
(MuKpodTanbMUsI, TUNIEPONUS, TUIIEPTEIIOPU3M, NITO3). Y3K0e, apKOBUAHOE HEOO.
CkeneTHple aHOMAJIMK: KPAaHHOCUHOCTO3, TUIIOIUIA31s BEPXHEN YEIIFOCTU U KOCTEH
Hoca. ['umeprpuxo3. 3yOHbIEe aHOMaaWW: AaHOMAJIUW TMPUKYCA, THUIOACHTHS,
MUKPOJEHTHS.

DKTOJlepMalibHAsl HUCIUIA3Us, aHTUAPOTUYECKasi. AyTOCOMHO-PELECCUBHOE
3a0oyieBaHNE, BBI3BAHHOE MYyTAllMell B OSKTOJUCIUIA3MHOBOM aHTHIPOTHYECKOM
penentopaom rere (EDAR), mokanmzoBanHom B parione 1q42.2-043, 2911-ql3.
Kinandeckrne mnpu3HaKu SKTOAEPMAIbHOM JUCIUIA3UMU: TUIOTHUIPO3, AHTUIPO3,
TUNOTPUX03. 3yOHbIE aHOMAJIUU B BUJI€ TUTIOJCHTUH, aHOJACHTHH, MUKPOJCHTHH.

DKTO/IepMalibHAs JICILIA3US, TPUXO0-0JJOHTO-OHUXUATIbHBIN THII.
AyTOCOMHO-TOMHHAHTHOEe 3aboneBanue. OnpHa u3 GOpM  IKTOJIECPMAILHON
JUCIIJIA3UM  C  HOPMalbHBIM  mOToOTHeNeHueM. (OTmedaroTcss TUIOTPUXO03,
TUINOIUIA3Us HOITEH, TUIOJEHTHUS, OTCYTCTBHE MOJIOYHBIX Kejie3 (amacTus),

HEUPOCEHCOPHAsl TYTOYXOCTh CPEIHEH CTEIEHHU.
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HacJuiencrpeHHblie 3200/1eBaHNSI 1 CHHAPOMBI C TAYPO/IeHTHE.

MoHoTreHHbIe HACTEICTBEHHBIE 3a00I€BaHUS U CUHIPOMBI, B COCTaB KOTOPBIX
TaypoOJAECHTUS BXOAUT KaK OJHMH W3 NPU3HAKOB NATOJOruu. JJIE HEKOTOpBIX
3a00JIeBaHUI YCTAaHOBJICHA JIOKAIM3AIIHsI TATOJIOTMYECKOro reHa (CUHIpOMBI Perr-
XomKKUHA, JKToJAepManbHas nuciiasust 1 AJl, karapakra-3yOHOU, OKYJIO-
JNEHTOAUTUTAIbHAS ~ JIUCIUIa3usl,  TPUXOJCHTOKOCTHBIM  cuHiapom).  Tum
HacleJOBaHUs 11 OOJIBIIMHCTBA ATUX 3a00J€BaHUI TBEPJIO YCTAHOBJICH.

OroneHTanbHas JOUCIUIa3usA. AyYTOCOMHO-IOMHUHAHTHOE 3a0oJieBaHUE,
JIOKaIu3aIus TeHa Heu3BecTHA. [|aHHbBINH HACIeACTBEHHBIH CUHAPOM OBLI BIIEPBHIE
OMHUCaH B IIECTU TOKOJEHUSX OOIIUPHOM HUTAIbIHCKOW cembu. st cuHapoma
XapaKTepHO COYETAaHWE TMATOJIOTUU ciiyxa (HEHPOCEHCOpHAsi TYroyXoCTh) €
pa3IMYHBIMU aHOMaNIHMSAMU 3yOoB. Yalie Bcero 3yOHbIE aHOMAJIUKM TIPEJACTABICHBI
TaypOJECHTUEN, THIIOAECHTUEN, BCTPEUYALOTCS TIEPBBIE MOJISIPBI C IBOMHOW ITYJIBIIOBOM
KaMepoi, 0oJIbIIKe, TPYIICBUAHBIC KOPOHKHU MEPBBIX U BTOPHIX MOJISIPOB.

3yObl, BpOXKIEHHOE OTCYTCTBHE C TAypPOJOHTHEH U PEIKUMH BOJIOCAMHU.
3aboneBaHe BIIEpBBIC BBISIBICHO W omucaHo B 1972 r. CTEHBUK W COABTOPBI
COOOIIMIIM O YETHIpEX MOpPaKEHHBIX cHOCaX B HOPBEKCKOW ceMbe. Y 3THUX U B
JanbHEHIIIeM OMUCAHHBIX OOJBHBIX MATOJIOTHS 3yOOB COYeTaNach C MPHU3HAKAMMU
AKTOIEPMATIbHOM JUCIUIa3UU. AyTOCOMHOPEIIECCUBHOE 3a00JIeBaHNE, COUYETAIOIICE
B ce0e TaypOJIEHTHIO, OJIUTOJIEHTUIO, KOXKY C HOPMAJIbHBIM MOTOOTIEICHUEM H
PEIKUM U BOJIOCAMMU.

IIbepa-PobOena anomanan ¢ aHOMaJUSIMH JIUIA M MAJbIEB - X-CIEIJIEHHOE
3a0oeBaHNe, XapaKTEpHU3YIOIIeecss AHOMAIMSAMH YEPEMHOJIUIIEBONH 001acT u
AHOMAJIMSAMH HaibleB. ISl JAHHOTO CUHIPOMA XapaKTEPHbI THUIOIIA3U HUXKHEN
YeIIOCTH, paciieinia HEOa, TII0CCONTO3. Y HEKOTOPHIX OoNbHBIX anoMmanan [Ibepa-
Pob6una coderaercs ¢ mopokamMu cep/iiia, aHOMausIMHA YIIeH, CKeJIeTa, T1a3, HHOTaa
BCTPEYAETCS YMCTBEHHAsI OTCTANIOCTb.

KpanunoskronepmanbHasi auciiia3usi - 3a00JieBaHUE HACIENYEeTCS MO
ayTOCOMHO-peneccuBHoMy Tuily. Onucano Brepsble B 1977 r. Xapakrepusyercs

YCPCIHO-IULUCBBIMH aHOMAJIUAMUA (I[OJ'II/IXOI_IC(l)aJ'H/IH, CHHOCTO3 CaruTTaJbHBIX IIIBOB
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yeperna) ¥ MpU3HaKaMu 3KTOAepMaIbHOM TUCIIa3uu (pellKue, MeIJIEHHO pacTylue
BOJIOCHI, THUIOJEHTHSA). 3yOHBIE aHOMAJIUU, KPOME THUIOACHTHH, MPEIACTBICHBI
TaypOAOHTU3MOM, CPOCHIMMUCS 3y0amu, aucruiasued smanu. Hapsay ¢ yepenHo-
JUIEBBIMH AHOMAJIMSIMU, BCTPEUAETCS MATOJIOTHS TJia3 BUJE MUOIMU, HUCTArMa,
TUTNIEPOITNH, TTATOJIOTHUS cKejeTa (OpaXuJakTUIus, KIMHOJAKTUINS, CUHIAKTUIIHS,
YKOPOUEHHE HUKHUX KOHEUHOCTEH).

Cunapom AxkkepMaHa (3y00-TJIa30-KOKHBIM CHHIPOM). AYTOCOMHO-
peneccuBHoe 3aboneBaHue. Ha3zBaHoO 1O HMMEHM aBTOpa, OMMCABIIETO 3TO
3aboneBanue B 1973 r. Tayponentusm. Kopau MoisipoB nupamuganbHON (HOpMBI,
IOHOIIECKas II1ayKoMa.

OkrojepMmanibHast — aucmiasus 1,  aHrugporuyeckas.  ['eHeTmuecku
rereporenHoe 3abonieBanue. Omna u3 ¢opm - X-clUerieHHas peleccuBHas
HKTO/IEpMalibHAsl JAMCIUIA3Us - YK€ YIMOMHUHANAach MPU OMUCAHUM CHUHIPOMOB U
3a00yIeBaHUM, COMPOBOXKIAIOUIUXCS MpU3HAKaMHU aHOACHTHH. [[1s naHHOro BHIa
NaTOJIOTUW, HapSAy C SPKO BBIPAXEHHBIMU NPU3HAKAMH JKTOJIEPMATbHOM
JUCIUIa3UHU, XapaKTepHbl aHOMaiuu 3yO0OB B BHJE TaypoJeHTU3Ma. Y
reTepO3UTOTHBIX KEHIINH BCTPEYAIOTCSA BAPBUPYIOIINE IO CBOEH SKCITPECCUBHOCTH
NpU3HAKU JKTOAEPMAIBbHON IUCIIa3MKM M aHOMalui pa3Butus 3yOoB. ['eH,
BbI3bIBatonuii ED1, nokanu3oBan B paiione Xql2-13.1.

Cunnpom MOMO (MakpocToMusi, OXUPEHHE, MUKpOILepanus U aHOMAIUU
opraHa 3peHus). Peakuil HacleACTBEHHBIH CHHIPOM, BEpPOSATHEE BCETO,
oOycioBieHHbIt MyTanue de novo. [l maHHoro 3aboJjieBaHUS XapaKTEPHBI
OOJBIION BEC U POCT MIPH POXKACHUH, O)KUPEHUE, MAKPOKPAHUS, AHOMAJIUU OpraHa
3penus (KooboMa ceT4yaTK, HUCTarM), YMCTBEHHAsI OTCTAJIOCTh. AHOMAaUU 3yOOB
B BUJI€ HAPYUIECHUS IPUKYCa, TAYPOJOHTU3MA, 3aI€PAKKH MPOPE3bIBAHUA 3y0O0B.

Tpuxo-gento-koctHbI cunapoMm (TDO-cunapom). OT™MeEUaroTCs pa3inyHbIe
MPU3HAKKA MAaTOJOTUM CKEJIeTa B BHUAEC YKOPOUEHHOW TPYIWHBI, OTCTaBaHUS B
KOCTHOM BO3pacTe, MaKpOKpaHUsi, OOJBIINE KUCTH U CTOMBI. Hepenko yMcTBeHHAs
OTCTaJOCTh. AyTOCOMHO-JOMHHAHTHOE 3a00jeBanue. [ eH ToKkaan30BaH B pailoHe

17q921.3-g22. IIpenmomnaraercs, 4To 3a001€BaHUE MOXKET OBITH BBI3BAHO MYyTaIlueh
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B romeoOokcHoM reHe DLX3(600525). JlonuxonedanbHas Qopma uyepena,
CKEJICTHBIC aHOMAJIMH U TIATOJIOTHS 3yOOB B BUAC HCTOHYCHHON IMAJTH, TUIIOTIIA3HS
SMaJIM B BHIE SIMOK, TaypOJICHTH3Ma; MEJKHE, IHUPOKO pPacCTaBIICHHBIC 3YOBHI,

nepuanuKaibHble a0CLEeCCHI.

[TPUYMHBI MUKPOJEHTUU.

HpI/I‘II/IHBI BO3HUKHOBCHU HaHHOﬁ AHOMAJIMK A0 KOHIIA HC BLISAICHCHBI.
BO?)MO)KHO, B pﬂ):[e cnyqaeB HUMCHOT MCCTO I'CHCTHUYCCKHUC HpGI[HOCBIJIKI/I. OI[HaKO
CCTh JaHHBIC, CBI/I}IGTGJ’IBCTByI-OIJ_II/Ie O TOM, 4YTO lequaﬂ Tepanm[ B Hepnoz[ pOCTa
3y0OB cIOCOOHA CIPOBOIIMPOBATH F'€HEPATMZOBAHHYIO0 MUKPOACHTHIO.

TanKe CIICOUAJINCTBI BBIJACIAKOT CJIGI[YI-OIJ_II/IG (I)aKTOpBI pI/ICKa paSBI/ITI/ISI
MI/IKpO}ICHTI/II/I .

-HaIII/IeHTy CJIMIIIKOM paHo YJIaJ'II/IJ'II/I MOJIOYHBEBIC 3y6BI;

-IATOJIOTUYECKUNA POCT 3YO0OB (HEMPaBWIBHOE PACIONOXKEHUE B 3yOHOM
pany);

-HEeJI0Pa3BUTHIN albBEOJISIPHBIN OTPOCTOK (KOCTHOE JIOXKE 3y0a);

-3HAYUTCIbHOC CYXXCHHUC YCJIFOCTH, IIPU KOTOPOM BY6aM HEC XBAaTacT MECTA AJIA

HOPpMAJIBHOT'O poCTa.

HEI'ATUBHBIE TTOCJIEJJCTBHA.

MuKpoaeHTHsI, B 3aBUCUMOCTH OT KOJMYECTBA YMEHBIIICHHBIX 3y0OOB, MOKET
IPUBOAUTH K PAa3HbIM, HE CIIUIIKOM MPUSATHBIM IMOCIEICTBUSIM.

OTtnenbHbIE 3y0OBl Y peOCHKA MOTYT CMEIIAThCs, U3MEHITH CBOE HOPMaJIbHOE
noyioxkeHre. Hampumep, eciii yMEHBIIEHBI OOKOBBIE 3JIEMEHTBHI, TO BBICOKA
BEPOSITHOCTh TUCTATHHOTO CMEIICHUS IIEHTPAJIbHBIX PE31I0B B 3yOHOM psITy.

[losiBeHne AMACTEMBI U TPEM, TO €CTh MPOMEKYTKOB MEXIY 3yOamu.

Hapymenus peun.

[lcuxomornyecknii TUCKOMMOPT Yy UYETOBEKAa BBI3BIBACT JCTETHUECKAs

COCTaBJIAIOII A,
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IIpu renepanu3oBaHHON QopMe MOTYyT BO3HUKATh 00JIe€ CEpPhE3HbIE

MOCJICACTBUS B BUJC ITATOJIOTMHA BUCOUYHO-HUKHEYEITFOCTHOIO cyCTraBa.

METO/bI JIEHEHHMA.

Jnst ycrpaneHusi nedexra Bpauu, Kak IpaBWiO, MPEAJIaraloT YCTaHOBKY
3yOHBIX TMPOTE30B HECHEMHOro Tuma. llpu H30JIMPOBAHHON MUKPOAECHTUH
JIOCTaTOYHO OBIBAE€T OJIHOM KOPOHKH, IPHU MOMOIIM KOTOPOM BOCCTAaHABIMBAETCS
HOpMaJbHBIM pa3Mep 3y0a. CoBpeMeHHBIE MaTepHualibl, MNPUMEHSEMbIE B
IPOTE3UPOBAHUHU, OOECIEUMBAIOT MAaKCHUMAJbHBIM 3CTETUYECKUN KOMGOpPT Mpu
HOILIEHUH TIPOTE30B.

[Tpu HEOONMBIINX OTKJIOHEHUSX OT HOPMBI BO3MOXKHO JIEYEHUE CPEACTBAMU
OpPTOJIOHTUU — ChEMHBIMU IJIACTUHAMU, OpEKETaMH WM KallaMH, KOTOPbIE B XO7€
JE€YEHUsI TOCTENEHHO MEHSIOT HAKIOH M IOJOKEHUE TUCIPONOPLHMOHAIBHBIX
3y00B. B pszie ciyuaeB mMoxkeT moTpeboBaThCs yHaneHHe 3y0a UiId KOMOMHAIIMS

OPTOOJOHTHYCCKOTO K OPTOIICANYICCKOT'O JICUCHHA.

[MPUYMHBI PASBUTUA MAKPOJAEHTHUN.

Kak u B cnyyae ¢ MUKpOAEHTUEN, OTPOMHYIO POJIb UTPAET HACJIEICTBEHHBIN
dakTop. 'urantckue 3yObl MOSBISIOTCS y YeIOBEKa B IIepro1 (GOPMUPOBAHUS Kak
CMEHHOT'0, TaK U MOCTOSIHHOTO MPUKYCA.

Ho ocHOBHOM MpUYMHON CUUTAETCS CIUSHHUE (POJUTUKYJIOB PACIIOIOKEHHBIX
psiaom 3y0oB. [lpu 3amensieHHOM Pa3BUTUM YEIIOCTH 3TO MPUBOJUT K CEPHE3HBIM
nedexkram mnpukyca. Hampumep, K CKYYEHHOCTH 3YOOB WM TPOPE3bIBAHUIO
OTJIEJIbHBIX 3JIEMEHTOB BHE pAJA.

Bo3MosKHbIE MOCJIEACTBYS.

I'uranTckue 3y0bl — 3TO HE TOJIBKO HEKpacuBO. ClieICTBUEM aHOMAJIUU MOTYT
CTaTh JOCTATOYHO TSKEJIbIE HAPYIICHUS MIPUKYCA.

Kpynubeim 3y0am TpeOyeTcs 00sibliie MpOCTPAHCTBA, IOITOMY OHU U3MEHSIOT
CBOE€ TMOJIO)KEHUE: TOBOPAUMBAIOTCS BOKPYT OCH, CMEIIAIOTCS OpajbHO WIIH

BECTUOYIISIPHO.
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JlocTaTouHO YacTo MPUXOAMUTCS UMETh Jel0 ¢ pereHuuend 3y0oB. M3-3a
YBEIMYEHHBIX COCEJHUX JJIEMEHTOB IOJHOCTBbIO C(POPMUpOBABLIMKICA 3y0 HE
HaXOJUT cebe MecTa, OATOMY BO3HUKAET 3aJi€pKKa MPOPE3bIBAaHUS.

Kpome ¢usmonornueckux HapylmeHUd MPUCYTCTBYET M MCUXOJIOTMYECKUI
daktop. Jlrogu ¢ mogoOHBIMU MPOOJIEMaMU CTECHSIOTCS YJIBIOAThCS, CTAHOBSITCS

Oonee 3aMKHYTBIMU 1 HEJIIOAUMBIMU.

CITIOCOBBI JIEHEHUM L.

MakposieHTusl AOBOJIBHO JIETKO TMOJJAaeTCs JieueHUuto. BbIOOp MeTonuku
omnpeAeNsieTcsl Ha YCMOTPEHHME Bpadya B 3aBUCHMOCTH OT CTENIEHU HAPYIICHUS
PUKYCa WX MOJI0KEHUS OTJEIbHBIX 3y00B. Eciiu matonorus BeipaxeHa He CUITBHO,
TO TMPOBOAUTCSA TNPUILIHU(POBLIBAHKE OOKOBBIX IMOBEPXHOCTEH C IMOCIEAYIONTUM
MOKPBITUEM OTKOPPEKTUPOBAHHOU 00JIaCTH (HTOPIIAKOM.

Ecnu maronorust Gosiee Tsxkenas, TO MPUOETralOT K YAAICHHUIO OTICIbHBIX
3y0oB. Jlasiee Ha3Ha4aeTCs OPTOJAOHTHYECKOE JIeUeHHWE OpeKeTaMH WU

AJIbTCPHATHUBHBIMU allllapaTaMU JJIsI UCITPABJICHUS IIPUKYCaA.

3AKJIFOYEHHUE:

AHomanuu pa3MepoB 3yO0OB MOTyT OBITh Kak CaMOCTOSTEIbHBIMU
HO30JIOTUYECKUMHU (QopMaMH, TaK W TPU3HAKOM TeHETHUeCKUX MyTarui. Yto
TpeOyeT OT Bpaya JOMOJHUTEIBHOW HACTOPOXKEHHOCTH M Oo0Jee TIIaTeNbHOM
NUAarHOCTUKUA. Tak Kak CBOEBpPEMEHHasi JUAarHOCTHUKAa M KOPPEKIUSA MOXKET
MpEeayNpEaUTh Pa3BUTHUE AHOMAJIMKM MPUKYCA, CBSI3aHHBIX C HECOOTBETCTBUEM

pa3MepoB 3yOHBIX IYT YETIOCTEH.
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