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AKTYAJIBHOCTbBb TEMBI

3y00UentoCTHBIE aHOMAJIMM — OJIHM M3 CaMbIX PaclpOCTPaHEHHBIX

CTOMATOJIOTUYECKUX 3a00eBaHUN y JeTell M MOAPOCTKOB, 3aHUMAIOIIUE TPEThE
MECTO TIOClie B CTPYKType TIiociie Kapueca W OoJe3Hel mnapojontra. OHH
CYILIECTBEHHO CHHWXAIOT KauyeCTBO >KU3HU, BIMS Ha >KEBATEIbHYIO (YHKIIHIO,
IPUBOJS K PEUYEBBIM HAPYIICHHUSIM, dCTETUYECKUM HEI0CTaTKaM, OTpaxasich Ha
3I0pOBbE U COIMAIBHOW ajantanud. AHOMaluu 3yOOB BO3HMKAIOT OT Haudaja
3aKJIa/IKU 3a4aTKOB 3y0OB 710 TIOJTHOTO MX MPOPE3bIBAHUS U YCTAHOBJICHUS B 3yOHOM
psany. Paznuuaror aHomanuu QopMbl 3y0OB, KOJIMYECTBa M pa3mepa 3yOoB,
CTPYKTYpPBI TBEPABIX TKaHEH 3yOOB M aHOMAJHUH IOJOKEHUS 3yOOB U CPOKOB HX
IPOPE3bIBAHMUS.

Jlist 0OBEKTHUBHOM OLIEHKHM aHOMalui pa3MepoB U GopMbl 3yOOB MPOBOAST
COTMOCTAaBJICHHE H3MEPEHUN OTAENbHBIX 3y0OB € TaOMUIIAMU HMX HOPMAIbHBIX

pa3mepoB (1o Baiicy unu Ycrumenko). bonee nmoigHoe npencraBieHne o BeIUYUHE
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3y0OB MOXXET J1aTh IMOKa3aTeslb MOIyJsl KOpoHkH. OH ompesenseTcss Kak cymma
BECTUOYIIOSA3BIYHOTO ¥ ME3MOAUCTAIILHOTO pa3Mepa JieJieHHas Ha JBa.

Pasmepst 3y00B Kak  aHTPOMOJOTHYECKAsl XapaKTepUCTUKA  MOTYT
BapbUpPOBaTh. Y MpeICTaBUTENEH I05)KHON eBPOIIEOUTHON pachl 3yObl OTHOCUTEIHHO
MEHBIIEro pa3Mepa, YeM y JtoJied MOHTOJIOMAHON packl. OCOOEHHO 3TO KacaeTcs
dbopMbI 1 pazMepa BEpXHUX pe3loB. 3BeCTHO Takke, YTO aHTPOIOJIOTHYECKUHN THIT
HETPOUAHONW  pachl, OCOOEHHO TMpEACTABUTEIM €€ BOCTOYHOM  BETBH,
XapaKkTepu3yroTcss Oosee KpymHBIMU pa3Mmepamu 3y0oB. [loaToMy mpu oleHke
pa3mepa 3y0OB clelyeT Takke NpPUHMMaTh BO BHUMAaHHWE OSTHUYECKYIO U

MMONYJIIMUOHHYIO ITPUHAJICKHOCTD HHIWBHIA.

KITACCUDOUKALIMN
AHomanuu BenuuuHbl W (Qopmbel  3y0OB BechbMa  pa3HOOOpa3HBHI.
HemnpaBunsnyto gpopmy MoryT uMeTh KOpOHKa U KOpeHb 3y0a. B cooTBeTcTBHE C

MKB-10 BbIACNAIOT ClIeTyIOUIME OCHOBHBIE aHOMAJIUU Pa3MepoB U (GOPMbI 3y0OB.

B K00.2 Anomanuu pazmepoB U (OpMbI 3yOOB
. MaxkponaeHTtus;

. MukponaeHTus;
. Cpaiienue;

. Causaue u pa3IBOCHHUE, pa3BocHUE
(IM30/IeHTHA), CIIASIHUE

(cuHO/ICHTHS);

. BrimsianBanue 3y060B (100aBOYHBIE OKKIIFO3MOHHBIE OyTOPKH);

. NuBaruaupoBaHHbii 3y0 («3y0 B 3y0e»), (mawiatupoBaHHas
OJIOHTOMA) ¥ AaHOMAJIUU pe3Iia, HEOHas O0opo3na,  KONbEBUIHBIC

(KOHHYEeCKHe pe3iipl), JI0maTooOpasHele pe3Ipl, T-00pas3Hbie
pe3IIbI;

. [Ipemonspu3zarus;



. AHoManbHbIe OYTOPKHU U MaJIeBbIE )KEMUYKUHBI (aJaMaHTOMA);
. «bbruuit 3y0» (TaypoJOHTHU3M);
. Jlpyrue u HeyTOUHEHHbIE aHOMAJIUU Pa3MepoB U (GOPMBI 3yOOB.
Kax monararot, BbIlIEU3NI0KEHHAs KiIacCU(PUKAIMS CIUIIKOM T'POMO3JKA U
Heyao0Ha it npakTudeckoro npuMmenenus (Ilepcun JI.C., 2006). B cBs3u ¢ 3tum
kKadeapoil OpTOAOHTHH U AeTcKoro mporesupoBanus MI'MCY Obuta npeniioxxeHa
npyrasi, 6osee coBeplieHHas Kiaccupukanus.
Knaccudukanus anomanuii 3y00B W uemtocteld Kadenpsl OpTOAOHTHUU H
nerckoro npore3upoBanust MI'MCY (1990)
1. AHOMAIJIMUA 3YBOB
1.1. Anomanuu Gpopmbl 3y0a
1.2. AHOMalIUM CTPYKTYPhI TBEPBIX TKaHEH 3y0a
1.3. AHoMayum 1BeTa 3y0a
1.4. Anomanuu pazmepa 3y0a (BbICOTBI, ITUPUHBL, TOJIIUHBI)
1.4.1. MakpoaeHTus

1.4.2. MukpoeHTus

MAKPOJEHTHA

MakpoaeHTHs - (CUH. MaKpOJOHTHSI, METAJIOJIOHTHSA)- YPE3MEPHO OOJIbIIIHE
pa3Mepbl OJJHOTO HJIM HECKOJBKHX 3y0OB. MakpOJeHTHIO MOAPA3ACIAIOT HA TPU
tuna: | - TeHepanu3oBaHHAs MaKpOJEHTHUs (pa3Mepbl OOJBIIMHCTBA 3yOOB
3HAUYUTETHHO OOJBIIMX Pa3MEpPOB MO CPABHEHHUIO C HOPMOM); 2 - OTHOCHUTEIHHO
reHepaln30BaHHasl MAaKpOACHTHS (HEKOTOpble 3yObl JIMIIb HE3HAYUTEIHHO
MPEBBIIIAIOT HOPMaJbHBIE pa3Mepbl); 3 - M30JMPOBAHHAS MAaKPOJEHTUS (TOJBKO
€AMHUYHBIA 3y0 YBEJIMYEH 1O CBOMM pa3MepaM). J(MarHocTHka MakKpOACHTHHU
OCHOBaHa Ha BU3yaJIbHOM HCCIIEOBAaHUU U METOJIE COTIOCTABIIEHUS pPa3MEPOB 3yOa

C €r0 CTaHAAPTHBIMU (CPETHUMU) TOMYIISIIUOHHBIMHU pa3MEPAMH.



Kpome Toro, matonorust MOXeT ObITh aOCOTIOTHOM UK OTHOCUTENbHOU. Eciu
CyMMapHasi IIUpHUHa KOPOHOK MEepeaHNX 4 pe31[0B BEpXHEN YeTI0CTH MPEeBHIAET 35
MM, TO pe4b UAET 00 aOCOMOTHON MaKpOAeHTHH. Eciin 3TOT moka3aTeiab MEHBIIIE —

00 OTHOCHTEIILHOA.

MakpoaeHTHs MOKET BCTpeuaTbCsl KaK HW30JMPOBAHHBINA TMPHU3HAK, Kak
NpU3HAK MHOXECTBEHHBIX aHOMAJWil pa3BUTUS 3yOOB WM BXOJIUTh B COCTaB
HACJIEICTBEHHBIX 3a00JIEBAHMM M CHUHIPOMOB MOHOTE€HHOHW M XPOMOCOMHOM
STUOJIOTHH.

YBenu4yeHHbIM pa3Mep KOPOHKH 3y0a MOMKET OBITh CJEICTBHEM TaKUX

aHOMAaJIMI Pa3BUTHS, KaK CIUSIHUE U yABOCHHE 3y0a.
3yObI canBIIMECS.

3yObl CIUBIIMECS - YBEIUYCHHBIN TOPU3OHTAIBHBIA pa3Mep KOpPOHKH 3y0a,
COUETAIOIINICS B HEKOTOPBIX CIIYYasX ¢ HAIMIHUEM JOOABOYHOTO KOPHS (KOpHEH).
Orta aHOMaUs Pa3BUTHS (HEHOTHITMYECKU TPOSIBISIETCS B BHJIE YBEIMYCHHOTO
TOPU30HTAILHOTO pa3Mepa KOPOHKH U SIBIISIETCS CIICICTBUEM CITUSHUS IBYX (MHOTIA
OoJee) 3a4aTKOB 3y00B.

[Tpu 5TOM OTMEUaAETCsI OTCYTCTBHUE JIATEPATLHOTO Pe31ia BCICICTBUE CIUSHUS
C IEHTPAIbHBIM pE3IOM. JTa aHOMAaIHsS pPa3BUTHS BCTpEYACTCS C YaCTOTOM
npumepHo 0,5%. B OonbIIMHCTBE Cily4aeB KIMHUYECKH MPOSBISIETCS KaK HaJU4He

IIAPOKOM CIIBOCHHOW KOPOHKH C OJIHOM ITYJIBIIAPHOW KaMepOu.

YaBoenue.

YnBoenne (germination) - aHoMayusi, o003Ha4YaeMasi Kak yJIBOeHUe 3y0a,
HaOJI0JaeTCs B TOM ClIydae, €CJIM U3 OJTHOTO 3yOHOTO 3a4aTKa (pOPMUPYETCS KaK
ObI 1Ba 3y0a.

[To dopme 3yda mHOTHA CIOXKHO PA3IUYUTH MEXKAY COOOW CIMSHUE WU

yaBoenue. st Toro 4ToObl oTAuddEepeHIpoBaTh 3T COCTOSIHUS, HEOOXO0IUMO
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MOJICYUTATh KOJMYECTBO 3y0oB. Eciu npu mojcyere KOIUYECTBO 3yOOB MEHBIIE
HOPMBI, TO 3TO CIIUSHHE ABYX 3yOOB; €CJIM UX YUCIIO HE OTJIMYAETCA OT HOPMAIBHOTO
KOJIM4YecTBa - yaBoeHue. Yactora anomanuu B nomysuu 0,5%.

NuBarunanus 3y00B («3y0 B 3y0e»).

WNuBarunanus BcrpeyaeTcs 1100 Kak N30JIMPOBAHHBIN MOPOK pPa3BUTHSA, JIMOO
B COYETAHUM C JIPYTUMU aHOMAJIHMSIMHU B COCTaBE€ HEKOTOPHIX HACIIEICTBEHHBIX
cunapoMoB. [lomarator, 4TO STHONOTUS W30JIMPOBAHHOW WHBArvHalUM 3y0OB -
MyJbTU(QaKTOpHUabHasg. JTa aHOMAJMs Yallle BCTPeUaeTcs y KUTAMIEeB, SITIOHIIEB,
aMEpPUKaHCKUX a0OpUTe€HOB M ACKMMOCOB IO CPaBHEHHUIO C €BpoNeHIiamMu |
BBIXOJIIAMHU C a(pUKAaHCKOrO KOHTHMHEHTa. BcTpeuaercs u30IMpOBaHHAS
JoMHuHaHTHas ¢popma 3TOro coctosiHusd. CpeHss YacToTa TOMUHAHTHON aHOMAaTuu
aHomanus «3y0 B 3y0e», mo manHbiM Grahnen et al. (1959), cocrasnser 3%. B
HACTOsIIIEE BpeMsi B MHUPOBOWM JIUTEpaType HMMEeTCs ONUCaHUuEe JBYX
HACJIEICTBEHHBIX MOHOT€HHBIX 3a00JIEBAHMI, COMPOBOXKAAIOMINXCA JaHHOU
aHomanueir pazputus. [lepBoe 3aboneBaHue: TaypOJAOHTHU3M, MUKPOJEHTHUS WU
uHBaruHamus 3yooB (OMUM  313490). Ilpu nmanmHOoM  3abojieBaHUW,
HacienyomeMcs 10  X-CIEIUIEHHOMY  PElEeCCMBHOMY  THITY, OTMEYaeTcs
reHepaln30BaHHasT MUKPOJEHTHS, TAYPOJOHTH3M MEPBBIX MOCTOSIHHBIX MOJSIPOB U
MHO>KECTBEHHBIE MHBaruHaiuu 3y0oB. JIpyroe 3aboneBanue, mpu KOTOPOM OIKCaHA
WHBaruHaius 3y0oB, HaclieyeTcs o ayTOCOMHO-I0MUHaHnTHOMY Ty (OMUM
125300). DTOT CUHAPOM TaK W Ha3bIBaeTCs «3y0 B 3y0e W HEOHBIC MHBArUMHAIN)

(dens in dente and palatal invaginations).

AHOMAJIbHBIE OYTOPKH M dMAaJIeBbIe KeMYYKMHBI (aJaMaHTOMA)

«IMaseBble )KeMUYKUHBI , SMaJIeBbIe KaIIn» - Iapoo0pa3Hbie 00pa30BaHUs
SMaJiH, MPUKpPEIUIeHHbIE K 3y0y nuamerpom ot 1 g0 4 mm, Habmoxaotes y 1,5%
MAIMEHTOB U PacIoJiaraloTcsa B 00J1aCTH IMIEHKH 3y0a Ha TpaHuUlle SMAIU U [IEeMEHTAa,
MHOTJa B 30He Oudypkanuu (Tpudypkamuu) KopHei. «IMajaeBble Karmin» COCTOSIT
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N3 JOCHTHUHA, IIOKPBITOIO OMAJIbIO, BHYTPH HHX YaCTO HMCCTCA IIO0JIOCTD,
3aIl0JTHCHHAas HYHLHOﬁ. I[aHHaH aHOMAaJIus YacTO HE BBI3BIBACT KaKUX-IH0O0

(GyHKIMOHATBHBIX HAPYIICHUH.
Tayponentusm (0b14uii 3y0)

TayponeHTH3M - aHOMaNMs pa3BUTHS, XapaKTEepU3YIOWascs OOJIbIIOHN

IyJIbIIOBOM KaMEpOU.
Ota aHomanus Hanbosee 4acTo BCcTpeuaercs y 3y0oB-MonsipoB. Kiinnuueckue

BAPpHAHTBI TAYPOJOHTH3MAa  BKIOYAIOT B cebs TUIIOTaypOaAOHTU3M,

MC30TAYPOOAOHTHU3M, THIICPTAYPOJOHTHU3M.

OTU COCTOSIHMS MOTYT OBITh 3aperucTpUpPOBAHBl KaK H30JUPOBAHHBIC
pU3HaKKU (2yTOCOMHO-IOMUHAHTHBIE), TaK U KaK COCTaBHAs 4YaCcTh XPOMOCOMHBIX
0ose3Hel, MOHOT€HHBIX HACIEJCTBEHHBIX 3a00JIEBaHUN U CHHAPOMOB, HAIPUMED
TaKMX, KakK TPHUXO-ICHTO-KOCTHBIM CHUHAPOM, OTOJCHTalbHAs AHMCILIA3US,
SKTOZEpMalibHasl ~ JUCIUIa3usi, 3y0O-HOTTEBOM  CHUHAPOM, HECOBEPILIECHHBIN
smaserene3, cuniapom KiaitHpenbrepa, cunapom JlayHa, ruUmnoruapoTudeckas

OKTOACPpMAJIbHAA AUCILIA3UA U JP.

MUKPOJEHTHAL.

MukpoaeHTusi (CUH.MUKPOJEHTU3M) - Mallble pa3Mepbl KOPOHKH 3y0a o
CPaBHEHUIO CO CPEIHUM pa3MeEpPOM KOPOHOK TOM ke rpymnmbl 3y0oB. Pasnuuarot Tpu

BHIa MUKPOJACHTHH.

° FeHepaHHBOBaHHaH MUKPOICHTHSA - BCC 3Y6BI HOPMAJIBHO
C(l)OpMI/IpOBaHBI, HO HUX pasMCp 3HAYUTCIbHO MCHBIIC, 4YCM B HOPMC.
FeHepaHHBOBaHHaH MUKPOICHTHA BCTPCUACTCA KaK OTACIIbHAA aHOMAJINA PA3BUTHA,
TaK U B COCTAaB€C HCKOTOPBIX HACICACTBCHHBIX 3a00JICBaHUI H CUHIAPOMOB,

HaAMpUMeEp NMpHU TUNO(PHU3aPHOM KapIUKOBOCTH.



° OTHOCHUTENLHO ICHCpAJIN30BaHHAsA MHUKPOICHTHUSA - HMCIOTCSA 3Y6BI
HOPMAJIBHOTO M YMCHBIICHHOI'O pasMcpa, IMPpHUYCM Ha HW)KHEH YEJIICTU 3}760B

YMCHBIICHHOI'O pasMcpa 6OJII>H_I€, 4EM HOPMAJIbHBIX.

° H3OJII/IpOBaHHaH MUKPOICHTHUSA - IIPpU I/ISOJII/IpOBaHHOﬁ MUKPOJACHTHH
IMOpaXXCH OOBIYHO TOJIHKO OJAHH 3}76; qame IopaxKCHHbIM 3Y60M SBJIAIOTCA

JATCPAJIbHBIC PE3IbI U TPCTHHU MOJIAPBI BGpXHCﬁ YCJIIOCTH.

HACJIEJACTBEHHBIE 3ABOJIEBAHUA W CHUHAPOMBI C
AHOMAJIUAMU PASMEPOB 11 ®OPMBEI 3YBOB.
HacnencrBenHble 3200/1eBaHUSI M CHHAPOMBI ¢ MAKPOJAEHTHEIA.
B mnactosiiee Bpemsi JUIIb JUISI OTHOCHUTEIBHO HEOOJBIIOT0 KOJIMYECTBA
3a001eBaHUN YCTAHOBJICHA JIOKANM3allMsl TE€HOB, BBI3BIBAIONIUX 3a00J€BaHUA U
CUHIPOMBI, B COCTaB KOTOPBIX BXOJUT MakpojeHTus. Kak u MHOrue apyrue, 3TH

3a00J1eBaHUs XapaKTEPU3YIOTCS ITMPOKON KIIMHUYECKON BapruaOeIbHOCTb.

Aapckora cunapom  (Aapckora-Ckorra). CuUHIPOM  BBIJCIEH B
CaMOCTOATENbHYIO HO30JIOTMUeCKylo emuHuily B 1970 1. MuHuManbHble
JUATHOCTUYECKUE TPU3HAKU: THUIEPTENOPU3M, OpaxHuIaKTHINUS, HHU3KHI PpOCT.
OTMeyaroTcs MUPOKas MEPEeHOCUId, KOPOTKUH HOC C BBIBEPHYTHIMH HO3IPSIMH,
AHTUMOHOTOJIOMIHBIM pa3pe3 TJa3, a Takke pa300JITAaHHOCTh CYCTaBOB,
KJIMHOJAKTIIINS V MalIblIeB, HETIOJTHAS KOXKHAsl CUHIAKTUIIUS PYK, Tepepa3rudoanme
B MeX(}aJaHTOBBIX CyCTaBaX. XapaKTEepHbl aHOMAJIUU TEHUTAIWMN: IIaJeBUIHAS
MOIIIOHKA, KPUIPOpXHU3M, (EeMo3, TaxoBble TPbIKU. YMEpEeHHash YMCTBEHHAs
OTCTaNOCTh OTMeuaeTcs y 14% GONIbHBIX.

K cromaronorudeckuM MpOSIBACHUSIM CHHIPOMA OTHOCST: THIIOIJIA3UIO
BEPXHEH YeNIIOCTH, OTHOCUTENBHYIO IPOT€HUI0, MAKPOJICHTHIO, aHOMAJIMH TIPUKYcCa,
onuro-, aaeHturo. OnucaHbl Clay4yau paclleiduHbl IyObl u HEGa. 3abosieBaHue
Hacienyercss  X-CIEIUIEHHO  PEIeCCMBHO, BBI3BAHO  MyTalMed B  TeHe

danunorenutanbHon aucriasuu (FGD1). I'en nokanmuzoBan B Xpl1.21.



Cunapom Kodduna-Jloypu. Bnepsbie cunapom omucan B 1966 1. Tun
HacJIeI0BaHUs: X-CLUEIJICHHBIN JTOMHUHAHTHBIN. MuHUMaIBHBIMU
JUArHOCTUYECKUMU TPU3HAKAMU SIBIISIOTCSA: AHTUMOHOTOJIOMJHBIN pa3pe3 rias,
JTYKOBHUIIEOOpa3HbI HOC, HU3KUH POCT, KOHYCOBUJHBIE TMAaJblIbl, YMCTBEHHA
OTCTaJIOCTh. JlaHHbII CUHJIPOM XapaKTepU3yeTcs cnenupuIecKuMu
YEPETHOJIUIEBEIMU TIPU3HAKAMH: MUKpoIledanus, BBICTYNAIOIIUE HaIOPOBHbBIE
IyTH, TUIIEPTEIIOPU3M, AaHTUMOHT OJIOUIHBIN pa3pe3 ri1a3, OTKPBIThIE BIIEPE] HO3/IPH,
nepeopOouTalibHAs TIOJTHOTA TKaHEW, MIMPOoKasi CIIMHKAa HOCA, OTTONBIPEHHBIE YIIIH.
XapakTepHbl TAK)KE MHOKECTBEHHBIE IPU3HAKU MATOJIOTUU COCTUHUTENBHON TKaH!
U ckeneTta (TUIEpMOOMIBHOCTh CYCTaBOB KHUCTEW U CTON, AedopMaiius rpyaHOiM
KJIETKH, CKOJIM03, kKuho3 u ap). K cromaronoruueckuM mposBICHUSIM CHHIpOMA
OTHOCATCS: OOJIBIION TPHOTKPBITHIM POT, y3KO€, BBICOKOE HEOO, TUIOIEHTHS,
HapylIeHUEe MPUKYca, ITUPOKO PACCTABICHHbIE 3yObl, OONbIINE CPEAUHHBIEC PE3IIBI
(makpoaenTus) (puc. 1.6 a, 6). Hapsimy ¢ yMCTBEHHO#N OTCTajIOCThIO, XapaKTepHa
MblllIeyHass TUNOTOHUS. [lpu naHHOM 3a00J€BaHUM ONMHMCAHO TAKXKE HATUYHUE
SIUIPUCTYIIOB U PACIIMPEHHBIE KEITYIOUKHA FOJIOBHOTO MO3Ta. ['eH JIOKaJIn30BaH B
paiione Xp22.2-p22.1.

Cunapom KosHa (TrUNOTOHMS, OXKUPEHHUE, BBICTYIAIOIIUE LEHTpPAJIbHbIC
pesiibl) onucal Briepsbie B 1973 1. HacnenyeTcs o ayToOCOMHOPEIIECCUBHOMY THITY.
XapakTepHbIMU TPU3HAKAMU CHUHAPOMA SABJISIOTCS: MBbIIIEYHAss TUIIOTOHUS,
O)KMpPEHHUE, BBICTYMAIOIIME UEHTpajdbHble pe3ubl. /[nsg paHHOrO CHHIpoma
XapaKTepHa HIMpOKas BapuaOeIbHOCTh KIMHMYECKOW KapTUHBI, BKIIOYAIOIIAs B
ce0s HU3KUW POCT M BeC MPU POXKACHUH, HAIHMUUE MUKpoIehaTnuu, JTUIEBbIC
aHOMaJuW B BHUJAE TUIOIUIA3UM BEpPXHEHW UENIOCTH, MATKO BBIPAXKEHHOMN
MUKPOTHAaTUH, aHTUMOHTOJIOWTHOTO pa3pe3a Tiia3, MUOIUH, UHOTJIa BCTPEYAIOTCS
YacTUYHAs aTPO(Usi 3pUTETHHBIX HEPBOB, CTPaOU3M, jeiikoneHus. Kuctu pyk yzkue
C JJUMHHBIMA TOHKMMHM MaJbllaMd M YKOPOUECHHBIMM METAKapHajJbHBIMU U
MeTaTap3albHbIMU KOCTAMU. J[JI1 CHHApOMa XapakTepHAa YMCTBEHHAasl OTCTaJIOCTb.

K cromaTonoruueckum IMPOABIICHUAM, HApAOy C TUIIOIJIa3ue BGpXHGfI YCJIIIOCTH U
9



MUKpPOTHATHEW, MOXHO OTHECTH HPUOTKPBHITHIA POT, BBICOKOE Yy3Koe HEODO,
BBICTYNAIOIIME BIIEpE]l KPYMHBbIE LEHTpaidbHble pe3lbl. Yamie, 4eM B APYrux
NOMYJISIIUSX, CHHAPOM BBISIBIISIETCSL Y EBPEEB - AllIKEHA3U U Y kxuTeneil OUHIsIHANY.
3aboneBanue oOycinopieHo mytanueit B rene COH1, nokann3oBaHHOM B 001acTH
8q22-q23.

KBG-cunnpom. Brepseie 3aboneBanue onucano B 1975r. Herrmann et al.
OCHOBHBIMM TIPU3HAKAMHU CHHJIPOMA SIBJISIOTCS HU3KUH POCT, XapaKTEpHOE JULO,
MaKpOJEHTHS, YMCTBEHHAas OTCTAJIOCTb U CKEJETHblE aHOMaIMH. Tun
HACJIeIOBaHUs: ayTOCOMHO-JIOMHUHAHTHBIA. Mukpouedanus. B nercTBe okpyrnas
dbopma nuia, AIUHHBIA QUIBTP, OONBIINE OTTONBIPEHHBIE YIIH, THIEPTEIOPU3M,
TeJleKaHT. [ MnomnacTu4yHble, OTKPBITHIE BIEpE HO3ApHU. Pa3nuuHble CKEJETHbBIE
aHoManuu: Kugo3, aHOMaJUU KUCTeH (MaJleHbKHE KHUCTH, KIWHOIAKTUIIUS,
CUHIAKTUIUS W Jip.). THUNUYHBIMU U 00s3aTEIbHBIMH TPHU3HAKAMH JaHHOTO
3a00eBaHusl SBJIAIOTCS CTOMATOJOTUYECKHE aHOMAJuU B BHJIE MAaKpOJEHTHUH,
KPYIIHBIX BEPXHUX LEHTPAIbHBIX PE3LO0B, CIUSAHUS PE3LOB, HHOT/Ia OJUTOJICHTHS.
3a0oneBanue HacieayeTcss MO0 ayTOCOMHOJOMHUHAHTHOMY Tuily. COOTHOIIEHHE
NOPAXKEHHBIX MYKCKOT'0 U KEHCKOro noJia 21:8.

I'emuruneprpodust (remurunepriazusi). BrepBeie 3a0oieBaHue OMUCAHO
Fraumeni et al (1967) y poaHsix Opara W cecTpbl. DTHOJOTHS 10 KOHIIA HE
YCTaHOBJICHA. [Tonarator, 4TO HacJIEeJ0BaHUE COOTBETCTBYET
ayTOCOMHOPELIECCUBHOMY  THUITy, XOTS  HE  HCKJIIOUYEHAa  BO3MOXHOCTh
MyIbTU(DAKTOPHANTBHOTO HachenoBanus. Martin et al (2005) monaraior, 4TO
3aboneBanue cBsizaHo ¢ wmyrtarued renHoB LIT1 uw HI19, pacmonoxeHHBIX Ha
KOPOTKOM Iuiede XpoMOcOMBbI 11. OCHOBHBIMU NIPU3HAKAMH MATOJOTHUH SIBIISIOTCS:
TeMUTHIEPTPOPUSl,  TEeMUTUIIEPCTE3Us,  TremMuapeqeKcusl. Ckomno3d u
muenaoMmenunronene. [Ipu nannom 3abo1eBaHMM B Ka4eCTBE OJHOTO W3 MPU3HAKOB

IMaTOJOTHUH OTMCYACTCA HAJIMINC MAKPOACHTHH.

bpaxman-ne-Jlanre mogoOHbBIA cuHApOM. 3abosieBaHue omucaHo B 1992 r.

Halal and Silver. [Iis cunapoma xapakTepHBI: OTCTaBaHUE B POCTE U MICUXUIECKOM
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Pa3BUTHH, YMCTBEHHAs! OTCTAJIOCTh, MUKpOIle(aus, MATKO BbIPRKEHHbBIE JTUIEBHIE
aHomasimu. K CTOMAToJIOTMYECKUM  MPOSIBICHUSM  CHHApPOMA  OTHOCSTCS:
MUKPOTHATHS U IPyTHe OPOKU Pa3BUTHUS HIDKHEH YENIOCTH, a TaKKe MaKpOIACHTHSI.
3aboneBaHue HACIEeNyeTCsl IO AyTOCOMHO-IOMHUHAHTHOMY THUITY.

PEHO cungpom (mporpeccupytomasi d3Hiedanonatus ¢ OTEeKaMu,
runcaputMuei u  arpodueil  3puUTEIBHBIX  HEPBOB. TsKenoe, peaKoe,
Iporpeccupyloiiee, ayTOCOMHO-PELIECCUBHOE HACIEJCTBEHHOE 3a00JIeBaHUE.
Onucano BriepBsie B 1991 r. y 14 naunenToB u3 11 cemeii. OCHOBHBIMU MPU3HAKAMU
JAHHOTO 3a00JIEBaHUS SBJISIOTCS: MPOTPECCUPYIONIasi MUKpoIeaus,
nepudepruueckue 0TEKHU, HEBPOJIOTUYECKHUE HAPYIIECHUS B BUJIE PE3KOTO OTCTABAHMS
B PpPa3BUTUU. MBbIlIEYHAsT TUIIOTOHMS, CYJAOPOTH, HM3MEHEHHUS KapIuOTrpaMMBbI
(rurnicapuTMusl), mporpeccupyromas arpodus TOJIOBHOTO MO3ra M 3PHUTEIbHBIX
HepBOB W Ap. K nuIeBbIM aHOMaIUSIM OTHOCSAT: SIUKAHT, OTKPBITBIA pOT,
MaKpOJEHTHIO, BEICOKOE y3K0e HEDO.

[TonunakTuivs nocTakcuaibHas ¢ aHOMAIUSIMU 3y00B U peodep.

3aboneBanue Obuto onmucaHo B 1977 r. y Tpex OOJIBHBIX C OYEHb CXOIHOM
KapTUHOHM mMOpakeHUs, BKIIOYaBIIEed B ce0s MOCTAKCUAIBHYIO MMOJIMIAKTHIUIO
KUCTeM U cron (IIMPOKHE Maidblibl HOT, CUHIAAKTUIWIO 2-3), TUMNOIUIA3WI0 U
cpaiieHue pebep, a TakKe MHOKECTBEHHbIE aHOMaIMHU 3y0OB (cpalieHue 3yO00B,
MaKpOJCHTHsI, TUIIOJEHTHUS, YKOpPOUEHUE KOpHEH 3y00B U T.H.). Y HEKOTOPBIX

OO0JILHBIX JaHHBIC aHOMAJIMHU MOT'YT COUCTAThCA C ITIOPOKAMHM CCPAlLa.

CunapoM o-TanjgaceMHUH, YMCTBEHHOW OTCTaJOCTH, HE JEICHUOHHBIN THIIL.
3aboneBanue ¢ X-CIETUICHHBIM JOMUHAHTHBIM TUIIOM HacJIeI0BaHUs, 00yCIOBIEHO
myTanueid B ATRX-rene. ['en nokanu3oBan B paiioHe Xql3. B camocTosiTebHY10
HO30JIOTMYECKYI0 €AWHUIly CUHIpoM BbigeneH B 1981 1. Hapany ¢
reMaTOJIOTUYECKUMHU OTKJIOHEHHMSIMHU, XapaKTEpHBIMU I TeMOTJIOOMHOMATHUH,
oTMeyaroTrcss npu3Haku mnopaxenus [[HC B Buge yMCTBEHHOM OTCTaloOCTH,
CIACTUYECKUX MOpa)keHuH, cyaopor, arpoduu mosra. [lpu onucanuu cuHapoma

HCKOTOPBIC aBTOPbI OTMCYHAIOT HAJIWUYHUC XAPAKTCPHBIX JIMICBBIX ,Z[HSMOp(i)I/Iﬁ )41
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CTOMATOJIOTUYECKUX aHOMAaJIHUH (FI/IHOHJIaSI/I}I cpez[Heﬁ qaCcTu Jinna, MaJCHBKHC,
HHU3KO ITOCAKCHHBIC VYIIOMU, TCJICKAHT, BBIBCPHYTBIC BIICPCIO HO3OIpHU, IIMPOKO

paccTaBJIE€HHBIE pe3libl, BLICOKOE HEOO M MAKPOJIEHTHSI, MHOTa pacilenHa HEOA).

Mukponedanusi, cTpabusm, MaKpOJCHTHSI, IIUPOKO PACCTABIEHHBIE BEPXHHE
pe31bl.

Knaitnpensrepa cunmpom (xpomocom XXY cuHapom). MuUHHMaIbHBIMU
JUArHOCTUYECKUMHU  IPU3HAKAMHM  CHUHAPOMA  SABJISIOTCS:  THIOTCHETAIN3M,
TUIIOTOHA/IN3M, BBICOKMH pOCT, HENPONOPLUOHAIBHO JJIMHHBIE KOHEYHOCTH.
Bropuunble mMosoBbIe MPU3HAKK PAa3BUTHI Ci1a00, OTMEUYAETCS OBOJIOCEHHE I10
xkeHckomy Ttuny. Ilomymsimonnas dactora 1:1000 manpumkoB, ko3 dHUITUEHT
uHTeekTa Hke 80%.

HacneacrBenHble 3a00/1eBaHUSA M CHHAPOMBI ¢ MUKPOJACHTHEH.

MUKpOIEHTHS pETUCTPUPYETCS KaK U30JIMPOBAHHBIN MTPU3HAK, BCTPEYAETCS B
COUETAaHUU C JPYTUMH aHOMAJIMAMH 3y0OB, BXOJUT B COCTaB MHOTHUX
HACJIEICTBEHHBIX 3a00J€BaHUA M CHUHIPOMOB MOHOT€HHOTO U XPOMOCOMHOTO
reHesa. YactoTra n3011MpoBaHHON MUKPOAEHTHH 1-2% B €BpONEHCKOM MOMYISLINUN U
B HECKOJIbKO pa3 Bbeime (6,2%) y >xurenedl smoHckux ocTpoBoB. Hawubonee

BEPOSITHO, YTO M30JMPOBAHHAS MUKPOJCHTHs CBA3aHa ¢ MyTauui reHoB PAXO9 u
MSXI.

X-cuenJjieHHbIe HACJIeCTBEHHbIE CHHIPOMbI C MUKPO/IEHTHEI.

TayposoHTH3M, MUKpPOACHTHS W WHBAruHanus 3yO0OB. Y TMOpPa’KEHHBIX
OTMEYaeTCs TaypOJOHTHU3M, MHUKPOACHTUS U MHOXECTBEHHBIE 3yObl C
WHBaruHaIMsIMU. XapaKTep POJOCIOBHOMN MO3BOISIET MPEIOIaraTh X CleIICHHBIH
peleCcCUBHBIN TUN HaclienoBaHus. JIokanu3aius reHa HeM3BECTHA.

OKTolepMaibHas  AucIuiazus 1,  aHruapoTruyeckas. | 'eHeThyecku
rereporeHHoe 3aboneBanue. OmgHa w3 Gopm - X-CUEMJIEHHON pEeIreCCUBHOMN
AKTOAEpMAJIbHON AuCIUIa3uu. s JaHHOTO BHUJA MATOJOTHUU, HApSAYy C SPKO

BBIPA’KCHHBIMH IIPpU3HAKAMUA E)KTOI[CpMaJIBHOﬁ AUCIUIA3NH, XapaKTCPHbI aHOMAJINN
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3y0OOB B BHIE TaypoOJOHTH3MAa. Y TETEPO3UTOTHBIX JKEHIIMH BCTPEYAIOTCS
BapbUPYIOIIKE MO CBOEH 3KCIPECCUBHOCTH MPU3HAKU IKTOJIEPMATBHOU TUCTIIA3UH
u anomanuii 3yooB. I'en, Be3piBaronuii ED1, nokanuzoBan B paitone Xql12-13.1

ATkuHa  cuHApoM -  X-CIETUIGHHOE JIOMHHAHTHOEe  3a0o0JieBaHUE.
Xapakrtepuzyercs HU3KUM pocTOM, OKUpEHUEM, Makpoledanue,
MapKOPXUIU3MOM, CKOJIMO30M, Neopmarueil KOJIEHHBIX CyCTaBOB, YKOPOUCHHEM
KHUCTEHW U CTOI; YMCTBEHHAsi OTCTaJOCTh, CyIOporu. PacxoxkieHne meHTpalbHbIX
pEe310B, MUKPOACHTHS. [ eH He ACHTHU(PUIIUPOBAH.

AYTOCOMHO-TOMMHAHTHBIE 3200/ 1€BAHNS U CHHAPOMBI ¢ MUKPO/JIEHTHEN.

AMenoreHe3 HECOBEPIICHHbINH, TUIOMIACTUYECKU THUN (MUKPOJCHTHUS
reHepaln30BaHHas).

Jns  ganHoro  3a0oyieBaHUsl TakKe HE  M3BECTHA  JIOKAJTU3ALIMS
MaTOJIOTMYECKOro TreHa. Tum HaclieoBaHUsA: ayTOCOMHO-JAOMHUHAHTHBIA. OTO
HACJIEICTBEHHOE 3a00JIeBAHUE MMEET HECKOJIbKO KIMHUYECKUX M TeHETHYECKUX
BapuaHToB. JlaHHas ¢opMa XapakTepusyercs THIOIUIACTUYECKUM THUIIOM
HECOBEPILIEHHOTO aMeJIOTeHe3a U reHepaIn30BaHHON (POPMO MUKPOJCHTHH.

Cumdananrusm JUCTAJbHBIM € MHUKPOJCHTHUEW, MUHEPAIU30BaHHBIM
JEHTUHOM B TyJiblle. AyTOCOMHO-JIOMUHAHTHOE 3a00JIeBaHUE, XapaKTepu3yIieecs
AHOMAJIMSIMU PA3BUTHS TMaJblEB KUCTEH M CTON (AUCTAIbHBIA cuUMdaTaHTHU3M,
OpaxuJaKTUINS, aIJla3us/TUNOIUIa3us CpeIHUX (ajlaHr, OTCYTCTBHE WM
runomiasuss  Horted). K cromaronormueckum — aHOMAaluAM — OTHOCSTCS:
MUKPOJCHTHS, MUHEpalIM3alus JEHTUHA, CYXXEHUE CKYyJIOBOM nyru. ['eH He
JIOKaJIU30BaH.

HeoOb1uHbIe BOOCHI, KaTapakTa, MUTMEHTHAas TUCTpodusi, 3yOHbIEe aHOMATHH
U OpaxumakTuins. Peakuil ayToOCOMHO-IOMUHAHTHBIN HACIIEICTBEHHBIN CUHAPOM,
XapaKTEPU3YIOIIUIICS HEOOBIYHON CTPYKTYPOI BOJIOC, TUIIOTPUX030M, TPU3HAKAMHU

AKTOJIEPMAJIbHON JTUCIUIA3WHU, FOHOIIECKON KaTapaKTOW, MUTMEHTHOW AucTpodueit
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cetyarku. (OTMeYarOTCSd OJUTOJEHTHUs, J00AaBOYHBIM JaTepajbHBIN  pesell,
MUKPOACHTHSI.

OKTpOJAKTUIUS, SKTOJEepMalibHas IUCIUIa3us U paclieiuHbl ryObl/ HEOaA
cuaapoMm, 1. EEC 1. T'ereporenHoe ayToCOMHO-TOMHUHAHTHOE 3a0o0jieBaHUE,
CBSI3aHHOE B OOJIBIITMHCTBE clydaeB ¢ MyTanueit rena TP63 B nokyce 7q11.2-q21.3.
CToMaToIOrM4ecKuMU MpU3HAKaMHU CHHIpPOMA SIBISIOTCS: YACTUYHAs aHOJICHTHS,
MUKPOJCHTHS, Kapuec, cliab0 BbIpaKEHHas THUIOIIIa3usi MOJspoB. Jluienbie
AHOMAJIMM: TUIIOIJIa3Us BEPXHEH YeNIOCTH, HU3KO PacIoOKEHHbIe yiu. [ 1aBHbIe
aHoManuu: ToayOble panxyxku, ¢oTododus, OnedapodruMo3, CKIOHHOCTh K
onedapuTaM U JaKPUOLMCTUTAM, aHOMAJIMH CI€3HO-HOCOBOTO KaHana. [1pu qanHOM
3a00JIeBaHUU OMKCAHBl pacileluHa TyObl, HEOA, KCEpOCTOMa, aTpe3us XOaH.
[Tatonorusi HapyXHBIX TOJOBBIX OPraHOB Yy MaJbYUKOB, MUKpPOINEHUS U
KPUIITOPXU3M; MMATOJOTUsl TTOYEK U MOYEBBIBOIAIIUX MyTed. OTMeUaroTCs TaKkxke
pa3NUYHbIE CKEJIETHbIE AHOMAJIMU B BUJE DKTPOJAKTUINU U CUHAAKTWINH. MOTyT
BCTpEYAThCS MPU3HAKU MATOJIOTMH KOXKH, HOTTEMH, Bostoc. [1aTonorust sHI0KpUHHOM
CUCTEMBI B BUJI€ TUIIOTOHAJOTPOITHOTO TUIIOTOHAIU3MA.

Bunbsimca-belopena cuHapoM. AyTOCOMHO-IIOMHUHAHTHOE 3a00JieBaHUE.
Br3BaHo myTtanmeil B 371aCTMHOBOM TIeHE, JIOKAJIM30BaHHOM B paione 7qll.2.
YacrtoTa cunapoma npumeprno 1 Ha 10 000. Huskuii poct, nuneBsle 1u3Mopduu,
AaHOMAJIMM M TIOPOKH PAa3BUTHUSA CEPJCYHO-COCYJIUCTON CHUCTEMBI, AedopMalius
TPYAHOM KJIETKH, KU(OCKOINO3, TOYEHUHAs MATOJIOTHs, YMCTBEHHAs OTCTAIOCTb.
3yObl: MUKPOJIEHTHS, TUIIOJICHTHSI.

DKTOoJIepMabHas AUCIUIA3Hs 3 aHTUAPOTHYECKasi. AyTOCOMHO-TOMUHAHTHOE
3a0oieBaHuE, BBI3BAHHOE MYyTallMeil B JKTOAMCIUIA3MH - AHTUAPOTHYECKOM
peuentopuoM rere (EDAR), mokanmuzoBannom B 2q11-q13.

XapakTepHble NPU3HAKU: THUIOTUIPO3, TOHKAs, CyXas KOKa, THIOTPUXO3,
BOJIOCHI TOHKHE, TIOMKHE. [ UIOIeHTHs, aHOJIEHTHS, MUKPOICHTHSI.

Cunapom Purepa tun II
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AyTOCOMHO-IOMUHAHTHOE 3a00JieBaHHE, T€H KOTOPOro JIOKAJIW30BaH B
obmactu 13ql4. XapaktepusyeTcs aHOMAJUSIMH pa3BUTHA TJa3 (TJIaykoma,
MUKpPOKOpHea, AUCIUIa3usl paayKKd, TUNEPTENIOpU3M, SMUKAHT). [wumormasus
BEpXHEW M HWXKHEH YeNIOCTH, BPOXKICHHBIE MOPOKU CcepAlla, aTpe3us aHyca,
NyMOYHBbIE TPBIKHU, TUIOCHAAMS, KPUNTOPXU3M. AHOMaluu 3y0OB B BHJE

MUKPOACHTHH, TUIIOACHTUHN, KOHUYCCKAA Q)opMa 3}’6HBIX KOPOHOK.

JlakpuMO-apuKyJI0-I€HTO-IUTUTANBHBIA CUHApPOM. CHHIpOM 00yCIOBIECH
reTepO3UrOTHOM MyTalMedl B  THUPO3WH-KMHA3HOM  JIOMEHE, KOJUPYIOUIEM
peuentopHbiii dakTop pocta ¢ubpodnacroB 2 (FGFR2). Jloxamuzanus reHa
Spl3pl2, 4pl6.3. XapaktepHsl cMemiaHHas (KOHAYKTUBHas-HEHPOCEHCOpHas),
dbopMa TYroyxoctd, MaToJIOTHSl TJIa3 B BHUJE aJlaKpUMHH, arlia3suu/TUMOIIIA3UH
CIIE3HBIX JKeJNe3, TEeJeKaHT, JAKPUOUUCTUTHI. OTCYTCTBHE CIIOHHBIX IKeles,
MOpa)KEHUE TOYEK, CKEJIETHbIE aHOMAJIUU, TIpeaKcuaIbHash MOJUIAKTUINSA, APYTHe
AHOMAJIMM PAa3BUTHS MAJIbLIEB CTON W KHUCTeHl. ['umomeHTHs, konuyeckas ¢opma

PE300B, TUIIOIIA3UA OMAJIH, 3aACPIKKaA IIPOPE3bIBAHUA MOJIOYHBIX SY6OB, Kapuec.

AYTOCOMHO-penecCUBHbIE 3200J1eBAHUS M CUHIPOMbI ¢ MUKPOJIEHTHEIA.

CnonamnosnuduzapHas JUCTIIa3uUs, OMaHCKUU THIL.
AyTocomMHOperieccuBHOe 3a0ojieBaHKe, BbI3BaHO MyTanueid B reHe CHST3,
Jokanu3oBaHHOM B obsactu 10g22.1. [etu poxmaroTcs ¢ HOPMalbHOW JJTMHOMU
Tena, 3aTeM pe3koe oTcTaBaHwe B pocte (B3pochbie 110-130 cm.). MaTEmIeKT
HOpMaJTbHBIN. MHOXECTBEHHbIE TTOPOKU PA3BUTHSI CKEJIeTa, KUCTEH U CTOII.
MuKkpoaeHTHs, UPOKO PACCTABICHHBIE 3yObl.

Mukponedanusi, OCTEOAUCIUIACTUYECKAs KAPJIUKOBOCTh C  3YOHBIMH
aHOMAIHUSIMU. AYTOCOMHO-PEIECCUBHOE 3a00JI€BaHUE C MPU3HAKAMU TMOPAKEHUS
CKelleTa, HHU3KHUM pOCTOM, OpaxumesadanaHrueid mnaiblleB KUCTEH U CTOIl,
MUKpoledaaueii ¢ HOPMaJIbHBIM HHTEJUIEKTOM. YacTu4yHash MUKpPOACHTHS,
OMaJIeCUUPYIIUA OTTEHOK HMajM, THUIIOIUIa3usi KOpHEH MOJISIPOB, aHOMAJIHH

IPEMOJISIPOB BEPXHEW YEIIOCTH.
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NmmyHnoocceo3nas aucrutasus tun [llumke. 3a0oneBanue BriepBbie OMUCAHO
B 1974 r. IllumMke KaKk XOHJAPOUTHH-O-Cylb(aTa3HbI MyKomoymcaxapuaos. B
MOCIIEYIONIEM OTCYTCTBHE Yy OOJBHBIX MYKOMOJUCAXAPUIYPUH TIO3BOJIMIIO
UCKITIOUMTh MYKOIIOJIMCaxapuao3. 3a0ojieBaHUe XapaKTepus3yercs KOoMOMHaIHeu
MPU3HAKOB CHOHAMJIOIMU(PU3APHON TUCIUIA3UKM U KIMHUYECKUMU TMpPU3HAKAMHU
IPOrpeCcCUpPYIOEro UMMYyHOauUIMUTa. bolibHBIE, Kak MNpaBUiio, MOTUOAIOT B
nepBbie 8 jeT xku3HU. 3abojeBaHue BbI3BaHO MyTamuedr B reHe SMARCALIL,
JIOKAJIM30BaHHOM B pailoHe 2q34-q36. lucnponopuroHaibHas KapIuKOBOCTb,
MUOMUS,  aCTUTMATU3M,  TOYeYHas  TUNEPTeH3Us,  IOpPaKEHHEe  IOYeEK,
cnoHaAuNodNMU(puU3apHas AUCIUIa3Usi, TOHKHE, JIOMKHE BOJIOCHI, CHIDKEHHE
KJIETOYHOTO  MMMYHHUTETa, aHOMAJbHBI  YpOBEHb  HMMMYHOIJIOOYJHHOB,
npoTeuHypusi. MUKPOIEHTHSI.

Pozzennu-JxyaueHeTT!H CUHAPOM. AYyTOCOMHO-PEIIECCUBHOE 3a00JIEBaHHE C
Jokanu3aruei rena B oonactu 11q23-q24. BriepBrie 3a0o0sieBanue onucado B 1961
r. Y 4 DanueHTOB C aHTHAPO30M, THIOTPUXO30M, MHUKPOJEHTHEH, AMCIUIa3uei
HOTTEH, paciienuHoi ryobl/HEOa, AedopManveil maablieB U MOPOKAMU Pa3BUTHS

MOYEMIOJIOBOM CUCTEMBI.

Cunnpom Pormynaa-ToMcoHa. AyTOCOMHO-pEIleCCUBHOE 3a00JieBaHUE,
BbI3BaHHOE MyTalnuen reHa (REQL4), nokanuzoBanHoro B paiione 8q24.3. Huzkui
pocT, MUKpOo(TaTbMHUSI, MUKPOKOpPHEa, CTpabu3M, TiiaykoMa; HeOOJIbIINe KUCTH U
cTombl, octeornopo3. Ilopaxkenne Koxku (3pUTpomMaTo3, MOMKUIIOIEPMA,
TeJICaHTUIKTa3UsA, YYACTKU aTpoPuu KOXKH) IUCTPOPUS HOITEH, YacTUYHAsS
ajonenus, yMCTBEHHas oOTcTaioctb y 15-30% mnauueHToB. MHOXECTBEHHBIE
aHoMaJMM 3y0OB (MHUKPOJEHTHS, CBEPXKOMIUIEKTHBIE 3yObl, aHOMAJIHH 3yOHBIX
KOPOHOK).

Cunnpom I'opiuna-Yayapu-Mocca. AyToCOMHO-peliecCCUBHOE 3a00JIeBaHHUE.
XapakTepuszyercss HHM3KUM pPOCTOM, Opaxunedanuei, THMNOIIa3uel CpelIuHHON

qyacCTH JiMia, KOHHYKTHBHOﬁ TYIrOyXOoCTbIO, MaToJIOTUEH OopraHa 3pCHUA
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(MUKpO(TAIBMHUS, TUNIEPOIIUS, TUIIEPTEIOPU3M, NITO3). Y3K0€, apKOBUIHOE HEDO.
CkeneTHble aHOMAJIMU: KPAHUOCHHOCTO3, TUIIOIUIa3Usl BEPXHEH YENIOCTH U KOCTEH
Hoca. [umeprpuxo3. 3yOHBIE aHOMaNHMH: aHOMAJIWU TMPHUKYCa, THUIIOACHTHS,

MUKPOIACHTHA.

DKTOJlepMabHas JAMCIUIA3Us, aHTUAPOTUYECKAs. AYTOCOMHO-PEIIECCUBHOE
3a0o0yieBaHuE, BBI3BAaHHOE MYTAallMe B SKTOIUCIIA3MHOBOM AHTHUAPOTHYECKOM
peuentopuom rene (EDAR), nokanuzoBanHoM B paitone 1q42.2-q43, 2ql1-ql3.
Knuauueckue npu3HAKU SKTOJAECPMANbHOW JUCIIA3UM: TUIIOTHAPO3, AHTHAPO3,

TUIIOTPUXO3. 3Y6HBIC dHOMAaJIMU B BUAC TUIIOACHTHH, AHOACHTHH, MUKPOACHTHUHU.

DKTOoJIepMaibHast JIMCIIIA3Hs, TPUXO0-0JOHTO-OHUXHUATIbHBIN THII.
AyTocOMHO-TOMHHAHTHOe 3a0osieBaHue. OmHa w3  GOpM  IKTOJECPMAIILHOU
JIUCIUIA3UM € HOPMAJIBHBIM  MOTOOTHAENeHHEM. (OTMedaroTcsi THUIOTPUXO3,
TUTIOTUIa3Usl HOTTEW, THUIOJCHTHS, OTCYTCTBHE MOJIOUYHBIX JKele3 (amacTus),
HEUPOCEHCOPHas TYTOyXOCTh CPEJIHEN CTEIICHMU.

Hacsiencreennbplie 3a00/1eBaHNSI 1 CHHAPOMBI ¢ TAYPOJ€HTHEH.

MoHoreHHbIE HaclIeICTBEHHBIE 3a00JIeBaHUS U CHHAPOMBI, B COCTaB KOTOPBIX
TaypoOAEHTHUS BXOJIUT KakK OJWH M3 MPU3HAKOB NATOJIOTHH. [ HEKOTOPBIX
3a00JIeBaHUN yCTAHOBJIEHA JIOKAJIM3aIlUs TATOJIOTHYECKOr0 TeHa (CHUHIPOMBI
PennXomkkuna, skroaepmanbHas aucrutazus 1 AJl, karapakTta-3yOHOH,
OKYJIOJAEHTOUTUTAJIbHAS  JUCIUIA3Usl, TPUXOJAECHTOKOCTHBIA CHHIApoM). Twun

HaCJICAO0BaHU I OOJILIIIMHCTBA PTHX 3a00JICBAaHUH TBCPAO YCTAHOBJICH.

OtonenranpHasg  aucijiazus. AyYTOCOMHO-TJOMHUHAHTHOE  3a0oJieBaHHUeE,
JoKanu3alus reHa Hem3BecTHa. JlaHHBINA HACJIEICTBEHHBIA CHHAPOM ObLIT BIIEPBBIC
OMKCAaH B IIECTH IMOKOJEHUSX OOMIMPHON HUTaNbIHCKOMW ceMbu. s cuHIpoma
XapakTepHO COYETAHHE IMATOJOTHHM ciyXa (HEHWpOCEHCOpPHas TYroyxocTb) C
pa3NTUYHBIMK aHOMAIUSIMH 3y00B. Yaie Bcero 3yOHbIE aHOMAJIUM MPEACTABICHbI
TaypOJICHTUEH, TUIIOJICHTHUEMN, BCTPEYAIOTCS IIEPBBIE MOJISIPBI C IBOMHOM MYJIBLITIOBOM

KaMmepoi, OoJbIlne, rpyIeBUIHbIE KOPOHKU MEPBBIX U BTOPBIX MOJISPOB.
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3yObl, BpPOXKIEHHOE OTCYTCTBHE C TaypOJOHTHEH W PEIKHUMH BOJOCAMH.
3aboneBaHue BIEpPBBbIC BBISBICHO M omucaHo B 1972 r. CTEHBUK U COaBTOPHI
COOOMIMJIA O YEThIPEeX MOPAKEHHBIX CHOCaX B HOPBEXKCKON ceMbe. Y 3THUX U B
JanbHEHIIeM OMUCAHHBIX OOJIBHBIX MAaTOJOTHs 3yOOB coueTajach ¢ IMpHU3HAKAMU
AKTOAEPMAJILHON UCIIIa3un. AyTOCOMHOPEIECCUBHOE 3a00JIEBaHHE, COUYETAIOIIEE
B cebe TaypOACHTHIO, OJIUTOACHTHIO, KOXKY C HOPMAJIbHBIM MOTOOTHAEIECHUEM U
PEAKUM U BOJIOCAMHU.

[Tbepa-Pobena anomanaa ¢ aHOMaJIUsIMU JIMIA U MablEB - X-CUEMJIEHHOE
3a0o0iieBaHue, XapaKTepU3ylolleecs aHOMAIHMSIMHU YEpEerHOJMIIEBOM 00JlacTh U
aHOMAJIMSIMU MaIbLIeB. [[1s JaHHOTO CHHIIpOMa XapaKTepHBI THIOIIIA3Us HIKHEH
YeNIOCTH, paciiennHa HEOa, rinocconTo3. Y HEKOTOPHIX OOJIBHBIX aHOMalla
[TeepaPobunHa coueraercs ¢ mopokamMu cepia, aHOMaIUsIMU yIIeH, ckenera, rias,
WHOT]Ia BCTPEYAETCS] YMCTBEHHAs! OTCTAJIOCTbh.

KpanuoskrogepmanbHass auciia3usi - 3a0ojieBaHME HAcleIyeTcss II0
ayTocoMHO-peneccuBHOMy Tuity. Onucano BrepBbie B 1977 r. XapakTtepusyercs
YEepETHO-JIUIIEBRIMU aHOMATUSAMU (JTouxo1iedannsi, CHHOCTO3 CaruTTajJbHBIX IIIBOB
Yyeperna) U Mpu3HaKaMH SKTOJIEPMaIbHON JUCIUIa3UH (peaKue, MEUICHHO PacTylue
BOJIOCBHI, TUINOJEHTHUs). 3yOHBbIE aHOMAJIUU, KPOME THUIIOACHTHH, IPEICTBICHBI
TaypOAOHTU3MOM, CpPOCHIMMHCS 3yOamu, aAuciuiasueit osmamu. Hapsany c
YEPETHOJIUIEBEIMU aHOMAJIUSAMH, BCTPEYAETCs MATOJIOTHs Tja3 BHJIE MHUOIUH,
HUCTarMa, THUIEPOIUHU, MaToJOrus ckenera (OpaxuIaKTHINS, KIWHOJAKTUIIHS,

CUHIAKTUIINA, YKOPOUCHUC HUJKHUX KOHCQHOCTCﬁ).

Cunnpom AKKkepMaHa (3y00-T1a30-KOXKHBIN CHUHJIPOM).
AyTocoMHOperieccuBHOe 3a0osieBanre. HazBaHo mo MMeHM aBTOpa, OMHCABIIETO
aT0 3aboneBanue B 1973 r. Taypomentusm. KopHu MOJIpoB mHpaMuIaibHOU
(dbopMbI, IOHOIIIECKAs TJIayKoMa.

OkroaepMmanbHas  aucruiazusg 1,  aHruaporuyeckas.  ['eHeTnuecku

T'CTCPOICHHOC 3a00JIcBaHueE. O,I[Ha n3 q)OpM - X-CHGHJ’IGHH&H peuccCuBHAA
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AKTOJEpMalibHAsl TUCIUIa3Us - YXK€ YINOMHUHAJach NMPHU ONMUCAHUU CUHAPOMOB U
3a00y1eBaHUM, COMPOBOXKIAIOIIUXCS MPU3HAKAMHU aHOJEHTUHU. [y JaHHOrO BHUA
NaTOJIOTUM, HApPALYy C SPKO BBIPAKEHHBIMH MPU3HAKAMH DKTOJEPMaTbHOM
JUCIUTa3UU, XapakTEepHbl aHOMaluu 3yO0OB B BHJIE TaypoJeHTuU3Ma. Y
reTepO3UTOTHBIX JKEHIIUH BCTPEUAIOTCS BAPHUPYIOIIKE IO CBOEH IKCIIPECCUBHOCTH
OPU3HAKK OKTOJAEPMAJIbHOM JHUCIUIa3MM W aHOMalluii pa3Butus 3y0oB. ['ew,
BbI3bIBatoMi ED1, tokanuzoBan B paiione Xql2-13.1.

Cunapom MOMO (MakpocTOMUs, OKHPEHHE, MUKpoIedanus U aHOMaIuu
opraHa 3peHus). Penkuil HacJeJACTBEHHBIM CHUHAPOM, BEpPOSITHEE BCETO,
oOycioBneHHbI MyTanuet de novo. [l mganHOro 3a0oJjieBaHMsI XapaKTEPHBI
OOJIBIION BEC U POCT MPHU POXKICHUU, OKUPEHUE, MAKPOKPAHHUS, aHOMAJIMK OpraHa
3peHus (koao0oma CeTyaTKH, HUCTArM), yMCTBEHHAs OTCTAIOCTh. AHOMAaIUU 3y0OB

B BUJIE HAPYIIEHUs MIPUKYCa, TAYPOJIOHTU3MA, 3a/IEPKKU MTPOpE3bIBaHUs 3y0O0B.

Tpuxo-nenro-koctHbii cuaapoM (TDO-curapom). OTMedaroTcs pa3indHbIe
NPU3HAKKA MATOJOTHM CKEJieTa B BUJE YKOPOUYEHHOW TI'pyAWHBI, OTCTaBaHUS B
KOCTHOM BO3pacTe, MaKpOKpaHus, O0JIbIlIMe KUCTH U cTomnbl. Hepenko ymcTBeHHAs

OTCTaJIOCTb. AYTOCOMHO-I[OMI/IHZIHTHOG 3a0oeBanue. I 'eH JIOKaIM30BaH B paﬁOHe

17921.3-q22. Tlpenmnonaraercs, 4To 3a00JIEBaHUE MOXKET OBITh BBI3BAHO MYyTallUCH
B romeobokcHOM TreHe DLX3(600525). [donmuxouedanbHas Qopma uyepena,
CKeJIETHbIE aHOMAJIMH U MaTOJIOTUs 3yOO0B B BUJI€ MCTOHUEHHON 3MaJIH, THUIOILIA3HS
SMajd B BHUJE SMOK, TaypOIEHTHU3MAa; MEJKHE, IIUPOKO paCCTaBICHHBIE 3YOBbl,

IMMCPHUAITUKAJIBHBIC a6cueccm.

[MTPMTYMHBI MUKPOAEHTHUMN.
IIpruuHBl BO3HUKHOBEHMS IJAHHOM aHOMAJIMM 1O KOHLA HE BBIACHECHBI.
Bo3Mo0HO, B psijie CilydyaeB MMEKOT MECTO I'€HETHYECKHE Ipeanocbuiku. OgHako
€CTh JJaHHbIE, CBUACTEIBCTBYIOIIME O TOM, YTO JIy4eBas Tepanus B IEPUOJ pOCTa

3Y60B criocoOHa CIIPOBOLMPOBATH I'CHCPAJIN30BAHHYIO MUKPOACHTHUIO.
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Taxxe CIICHHUAJINCTBI BBIACIIAIOT CICAYIOIINC (I)aKTopI)I PHUCKa PAa3BUTHA

MUKPOIACHTHU:
-IIAa0UCHTY CJIMIIKOM PaHO YAAJIHIIN MOJIOYHBIC 3Y6I>I;
-MaTOJIOTHYECKHUM pOCT 3y00B (HEMPaBHIHLHOE PACIIONOKEHHE B 3yOHOM
pany);
-HEI0Pa3BUTHIN aJIbBEOJIIPHBINA OTPOCTOK (KOCTHOE JIOXKE 3y0a);

-3HAYUTCIIbHOC CYKCHHC YCIIIOCTHU, ITIPU KOTOPOM SY6aM HC XBaTacT MCCTa J1JIA

HOPMAJIBHOT'O POCTAa.

HET'ATUBHBIE TTOCJIEJCTBHUAL.

MukpoaeHTHs], B 3aBUCUMOCTH OT KOJUYECTBA YMEHBIIEHHBIX 3y00B, MOXKET
IPUBOJUTH K PA3HBIM, HE CIUIIKOM MPUATHBIM MOCIEICTBUSIM.

OtnenbHbIe 3yObl y peOeHKa MOTYT CMEIIATHCS, U3MEHSATH CBO€ HOPMAJIbHOE
noyioxkeHue. Hampumep, ecinu ymeHbIIeHbl OOKOBBIE SJEMEHTBHI, TO BBICOKA
BEPOSITHOCTD TUCTATBHOTO CMEIIECHHSI IIEHTPATBHBIX PE3LIOB B 3yOHOM psITy.

[TosiBneHue AMacTeMbl U TPEM, TO €CTh MPOMEKYTKOB MEXKIY 3yOamu.

Hapymenus peun.

[Tcuxonornueckuii auCckoMGOpT y YENOBEKA BBI3BIBACT ICTETUYECKAS
COCTaBJIAIOIIAS.

[Ipu renepanuzoBaHHOW (opMe MOTyT BO3HUKATh O0Jee Cepbe3HbIe

IMOCJIICACTBHUA B BUJC MaTOJIOTUM BUCOUYHO-HMKHEUYECITFOCTHOTO CyCTaBa.

METO/bI JIEYEHUA.
Jnst yctpaneHus aedekTa Bpaud, Kak IPaBWIIO, MPEUIarailoT yYCTaHOBKY
3yOHBIX MPOTE30B HecheMHOro Tumna. [Ipu H30IUPOBAHHON MUKPOJIECHTUU
JIOCTaTOYHO OBIBA€T OAHOW KOPOHKH, MPU MOMOIIU KOTOPOH BOCCTAHABIMBAECTCS

HOpMallbHBI pa3mep 3y0a. CoBpeMEHHbIE MaTepualbl, MPUMEHSEMbIE B
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MPOTE3UPOBAHUU, OOECIEUUBAIOT MAKCHUMAJIbHBIA ACTETUYECKUU KOMQOPT mpH
HOIIIEHUH TIPOTE30B.

[Ipu HEOONBIIUX OTKIOHEHUSX OT HOPMBI BO3MOXKHO JICUEHHUE CPEJICTBAMHU
OpPTOJIOHTUU — CHEMHBIMH TJIACTUHAMHM, OpEKeTaMH WJIM KarlaMu, KOTOPbhIE B XOJ€
JICYeHHs] TIOCTETIEHHO MEHSIOT HAKJIOH W TOJOKEHHE IUCTIPOTOPIMOHAIBHBIX
3y00B. B psime ciydyaeB MOXeT moTpeboBaThCs yAalleHHe 3y0a Ui KOMOWHAIIUS

OPTOAOHTHYCCKOT'O U OPTOIICANICCKOTO JICUCHUS.

ITPUYUHBI PA3BUTUA MAKPOJIEHTHUHN.

Kak u B cimyyae ¢ MUKPOJIEHTHEH, OTPOMHYIO POJIb UTPAET HACJIEACTBEHHBIN
dakTop. ['urantckre 3yObl MOSBISAIOTCS Y YeJIOBEKa B Iepuoa (HOPMUPOBAHMS KaK
CMEHHOTI0, TaK U MOCTOSTHHOTO TIPUKYCa.

Ho ocHoBHO# mpu4uHO# cuuTaeTcs CausHue (OJUIUKYJIOB PACIIOI0KEHHBIX
psanom 3y0oB. Ilpu 3ameyieHHOM pPa3BUTHU YETIOCTU STO MPUBOIUT K CEPbE3HBIM
nedexram Tmpukyca. Hampumep, K CKy4eHHOCTH 3yOOB WM MPOPE3BIBAHUIO
OTAEIBHBIX AJIEMEHTOB BHE Psa.

Bo3Mo:xHBIE TOCJIEICTBHUSA.

['uranTckue 3yObl — 3TO HE TOJIFKO HEKpacuBo. ClieICTBUEM aHOMAJIUUA MOTYT
CTaTh JOCTATOYHO TSXKEJIbIE HAPYIICHUS MTPUKYCA.

KpymnueiM 3y6am TpeOyeTcst 60Jibllie MpOCTPAHCTBA, TO3ITOMY OHU U3MEHSIOT
CBO€ TIOJIOKEHHUE: ITOBOPAUYMUBAIOTCA BOKPYI OCH, CMEHIAIOTCS OpajbHO WU
BECTHOYJISIPHO.

JlocTaTOYHO YacTO MPUXOJIUTCS HWMETh N0 C peTeHiuend 3yooB. M3-3a
YBEIIMYEHHBIX COCEJIHHX DJEMEHTOB TMOJHOCThIO CHOPMUPOBABIIMICS 3y0 HE
HaxOoJUT cebe MecTa, T0ITOMY BO3HUKAET 3aJIepKKa MPOPE3bIBAHUSI.

Kpome ¢usnonornueckux HapymieHUH MPUCYTCTBYET U ICHXOJOTHUECKUN
dakTop. JItonu ¢ MogoOHBIMU TPOOJIEMaMH CTECHSIOTCS YJIBIOATHCS, CTAHOBSATCS

Ooitee 3aMKHYTBIMHU 1 HCJIIOAUMBIMU.
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CITIOCOBBI JIEYEHUM 4.

MakpoaeHTHsI JAOBOJBHO JIETKO MOAAAETCs JieueHuto. Bwibop MeTomuku
OMpeeNsieTcss Ha yCMOTpPEHHE Bpada B 3aBUCHUMOCTH OT CTENEHU HAPYIICHHS
IPUKYCa WK TOJIOKEHUS OT/ACNbHBIX 3y00B. Eciiu maronorus BeipaxeHa He CUITBHO,
TO TMPOBOAUTCA MPHUILIM(OBBHIBAHUE OOKOBBIX MOBEPXHOCTEH € MOCHEAYIOIINM
MOKPBITUEM OTKOPPEKTUPOBAHHON 007aCTH (HTOPIAKOM.

Ecnu matonmorust 6osee Tskenas, TO MpuOEraoT K YAAJICHHUIO OTAEIbHBIX
3y6oB. Jlanmee Ha3HayaeTcs OPTOJOHTHYECKOE JICUEHHE OpeKeTaMu WU

AJIBTCPHATUBHBIMU allllapaTaMiu AJIA UCITIPABJICHUA IIPHUKYCA.

3AKJIIOYEHHUE:

Anxomanuu pasMEpoB 3Y60B MOI'yT OBITh KaK CaMOCTOSTCIbHBIMHU
HO30JIOTHYCCKUMH (bOpMaMI/I, TaK W IIPHU3HAKOM TCHCTUYCCKUX MYTaHHﬁ. Yro
Tpe6yeT OT Bpada ﬂOHOHHHTGHLHOﬁ HaCTOPOKCHHOCTU H Ooiece THIaTQHBHOﬁ
AUAarHoCTHUKH. Tak kak CBOCBPCMCHHASA OUATHOCTHKA HW KOPPCKHOHA MOXKCT
npeaynpcanTo pPa3BUTHC aHOMaJIMi IMpUKyCa, CBA3dHHBIX € HCCOOTBCTCTBUCM

pa3MepoB 3yOHBIX AYT YEIIOCTEH.
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