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OCOBEHHOCTHA JIOKAJIBHOT'O HAPYHIEHUA
MUTMEHTALMU Y JETEA PAHHETO BO3PACTA

r. MockBa

[TurmeHTHBIC HapyIIEHUs] B BUJE MSATEH HEPEIKO
BCTPEYAIOTCS B MPAKTUKE MEAUATPa U AETCKOTO JIep-
Marosiora. OHM MOTYT UMETh Pa3IMYHOE IMPOUCXOXK-
JIEHUE NPU CXOAHOW KIMHUYECKOW KapTuHe. B psne
CJly4aeB HaJIMYUE MUTMEHTHBIX MATEH MOXET CBHJIE-
TEJIBCTBOBATH O BO3MOXHBIX CUCTEMHBIX TTOPAKEHUSAX
reHeTHyecku o0ycioBieHHoro 3abonesanus. Hanbo-
Jiee 9acTO MUTMEHTHBIC HAPYIICHHS MPEICTaBICHBI
MATHAMH [[BETa «KOo(pe C MOJIOKOM». DTH TSATHA OT-
JINYaeT XapaKTEPHBIN CBETIIO-KOPUYHEBBIN I[BET, NHO-
I7a C JKeNTOBaTbIM OTTeHKOM. OHHU OBIBAIOT pa3HBIX
pasMepoB, UMEIOT PA3TUUHYI0 (GOPMY U OYEPTAHMS.
Cunraercs, YTO AMHUYHBIC MIATHA [[BETA «KO(e ¢ Mo-
JIOKOM» MOTYT BCTPEYaThCsl y 340POBBIX Juil. [IsTHA
OOBIYHO CYIIECTBYIOT C POXKJIEHUS, 3HAUYUTEIHHO
pexe MOSIBIIAIOTCA B PaHHEM JETCKOM M MOAPOCTKO-
BOM Bo3pacte. C Bo3pacToM MsTHA OOBIYHO OJIEAHEIOT.
MHOXeCTBEHHbIE TSTHA SBJSIOTCS MAaTOTHOMOHHWY-
HBIMHU /7151 HelipouOpomarosza, HaOIIONAIOTCS U TIPU
JIPYTHX TEHOJAEpMAaTo3ax, TaKhX Kak TyOepO3HBIH
ckiepos, Oone3nr Mak-Kbsrona—Onbpaiita, HeBoOa-
3aJIMOMATO3, CHHPOM THUTEITHAIBHOTO HEByCa U JIp.
CpaBHUTENFHO HEMIABHO W3 TPYNIbl HEWpoduOpo-
Maro3a Onaromaps MOJIEKYISPHO-TEHETHUYECKHM HC-
CIIEZIOBAaHUSAM OBUT BBIZICNICH B OTAEIBHYIO HO30JI0-
TMYECKYI0 eAMHUIy cuHApoM Jlermyca, KOTOpBIH
npejcTaBisger cobol ommcaHHbld paHee V.Riccardi
VI tun neitpopubpomarosa («cemeitHble msaTHa Kode
¢ Mosiokom»). C TOUkH 3peHHs AudQepeHnanbHON

JTMAarHOCTUKY TPE/ICTABIISIOT TAaK)Ke HHTEPEC HEKOTO-
pble IOPOKU pa3BUTHs (HEBU(DOPMHBIN MelaHO3, WK
HeByc bekkepa) u ocoOble pa3sHOBUIHOCTH MEJIAHO-
LIUTAPHBIX HEBYCOB (TIATHUCTHBIH HEBYC).

Ocob6eHHO crokeH qudQepeHInanbHbli JUarHo3 y
JIeTel paHHero Bo3pacTa. ITO CBSI3aHO C TEM, UTO 00JIh-
IIMHCTBO TEHOIEPMATO30B C CHUCTEMHBIMU TIPOSIBIIE-
HUSIMHA XapaKTEPHU3YIOTCSI BO3PACTHOW 3aBUCUMOCTBIO
TIOSIBJICHUST CHUMITTOMOB. {7151 HEKOTOPBIX (hopM HEHpO-
¢ubpomaroza u TyOEpO3HOTO CKIIepo3a B HACTOSIIIEEe
BpeMsl JOCTYITHO JIOPOTOCTOSINEE MOJEKYISIPHO-Te-
HETUYECKOE BBISBIICHHE COOTBETCTBYIOUIMX MYTAITHA.
K cokanennto, COOCTBEHHBIN OIBIT MMOKA3bIBAET, YTO
JlayKe OTPULATENIBHBIA Pe3y/IbTaT aHAIN30B HE yCTpa-
HSIET TPEBOTY POJUTEIICH MaJICHBKUX TTAlIUCHTOB.

Ha mepBom »Tame Hamiero ucciieioBaHusi OblLia
MPOAHAIIU3UPOBAHA BCTPEUYAEMOCTh MHUTMEHTHBIX
HapylIeHUH cpelu IeTeil IepBOro roja >KU3HHU, Mpo-
XOJISIIIUX TUTAHOBBIA OCMOTP y YYaCTKOBOTO TEIH-
arpa. Te WM WHBIC MUTMEHTHBIC HAPYIICHUS OBbLIN
BeisiBiIeHBl Yy 37(12,3%) u3 300 mociiegoBaTesbHO
OCMOTPEHHBIX JeTeil. Y TOoaBisiomero OONbIInH-
ctBa (78,4%) nereit nsaTen 6but0 2 U Oojee, B cpel-
HeM 3,48 £ 1,37 Ha pebenka. B ocHOBHOM IsiTHA pac-
MoJIarajich Ha TYJOBHIIE U KOHEYHOCTSX, 8 TAKKE
B KPYITHBIX CKJIaJIKaX — IMOJIMBIIIEYHBIX H MAXOBBIX.
Haubonee yacTo BCcTpeuanuch KIacCUYECKHUE MSATHA
BeTa «Ko()e ¢ MOJOKOM» C YETKUMH TPaHHIIAMH,
pa3Hoobpa3zHoit hopmbl. Pasmep msaTeH BapbUpoOBa
oT 4 MM J10 2,5 cM. Y HEKOTOpBIX JeTel Habiroja-
JUCH TsATHA Oojiee TEMHOTO KOPUYHEBOTO IIBETA, a
TaK)K€ YYaCTKU CETYATON TUIEPIUTMEHTAIUU C He-
YETKUMH OUYCPTAHHSIMH.

[Tocnennue vamie BCTpeYaIuCh Ha KOHEYHOCTSIX U
B 30HE MOIMBINICYHLIX BraguH. Y 5% nerel ¢ mur-
MEHTHBIMH NSATHaMHU OBUTH KIMHUYECKHE TMPU3HAKU
rugpornedanuy, 4To TOCTY)XWIO OCHOBAaHHEM IS
HAMpaBlIeHUS MX JUISI HEBPOJOTHUYECKOTO U O(Tallb-
MoJiorudyeckoro oocnenosanus. Ha MmomeHT nepBuy-
HOTO OCMOTpa B OOJILIIMHCTBE CIy4aeB HENb3s ObLIO
HCKITIOYUTH BO3MOYKHOCTh Havajla MaHU(eCcTaluu re-
HoZIepMaTo30B. CeTyaTbie THIEPIUTMEHTAUIMU TIPU
(hakoMaTo3ax HE OMHCAHBI, OJHAKO 3a MAIlMEHTaMU
TpebyeTcs nanbHelIIee HabmoIeHHE.

3akawuenne. [lpy HaIMYMM MHOXKECTBEHHBIX
MMMTMEHTHBIX TATEH y JIeTel paHHEro Bo3pacTa B
OOJIBIIIMHCTBE CIIy4aeB TPeOYyIOTCs JOTOIHUTEIbHBIC
HCCIIEIOBAHUS, OCMOTP WICHOB CEMBbH U JITUTEIHHOE
JCTIaHCepHOEe HaOIIIoIeHue.




