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[TTABA

AHOMAJNW PASBUTIA
[JIASHOI'O ABbJTIOKA

IDxyaut b. Jlaspny |

AHO®TAJIbM

HodTaIBM, WU aHOPTAIBMUS, — BPOXICHHAsT aHOMAJIMSI, XapaKTepu-

3yeMasl MOJIHBIM OTCYTCTBMEM TKaHEM Ia3a B ITOJ0CTH I1a3Hulibl. Ilep-
BUYHBIA, VT MCTUHHBINA, aHOGTANBM HAOIIOTAETCSI OYEHDb PEeIKO, OH ObIBAeT
KaK OJHOCTOPOHHMM, TaK M ABYCTOPOHHMM. ['opa3mo yaiie BCTpedyaroTcs
KpaliHhe BapHaHThl MUKPO(TaabMa, OHU MOTYT OBITh OIIMOOYHO IIPUHSITHI
3a aHodTanbM. HYacToTa 310l aHoManuu cocrtasisieT 0,18 Ha 10 ThiC. HOBO-
POXIEHHBIX; KaKasi-I1n00 pacoBasl WY MOJ0Basl Mpeapacnoa0XeHHOCTb OT-
CYTCTBYET.

Jtuonorus

TeuyeHre aMOpuoreHe3a oCTaHaBIMBaeTCs pa3BUTUE HEHPOIKTOIEPMbI
MEPBUYHOIO I[JIA3HOTO ITy3bIpsl, IIPEACTAB/ISIONIEr0 COO0M BHIITSTYMBAaHUE
rnepeaHeit HeBpajlbHON IMIACTUHKU HEPBHOI TPYOKU.

Yame Bcero aHodTaabM — HWAMONATUYECKOE COCTOSIHHME M BO3HUKa-
eT CIopaguyecKyd, HO OH MOXET HacJaedOBaThbCs MO JOMUHAHTHOMY, pe-
LIECCUBHOMY WJIM CHEIUICHHOMY C ITOJIOM MexaHu3My. OH TakKe MOXKET
pa3BUBAThCSI B Pe3yJIbTaTe BHYTPUYTPOOHBIX MHMEKIW (HampuMep, TOK-
COIlUIa3Mo03a, KpaCHYXM), a TaKXKe COMYTCTBOBAThb Pa3IWYHbIM CUHIPOMAJIb-
HBIM aHOMAaJIMSIM pPa3BUTUsI YETIOCTHO-JIMIIEBOI 00JacTu (HallpuMep, CUH-
npomaMm [lombaenxapa, Xamrepmana—Iltpaitpa, BaapmenOypra). Kpome
TOro, MPUYMHON aHO(TaIbMa MOTYT CTaTh T€HETUYECKME AC(PEKTHI, B TOM
yuciae Tpucomuu 13—15, xpomocomHblie aeneuuu mnojoc 14q22-23 (oHu
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TakXe COIMPOBOXIAIOTCS MOMUIAKTUINEN) U MyTauuu reHoB SOX2, RBP4
u OTX2.

KnuHuveckas kapTuHa

e ['nma3 caM mo cebe CTUMYJIMPYET MPaBUJIbHBIM POCT TKaHE 00JacTH Tias3-
HUIIBI, CJIEAOBATEIbHO, Y MJIaJieHIIa C BPOXKIEHHBIM aHO(TAIbMOM OYIyT Ha-
OM01aThCs CIIENYIONINe KIMHUYECKUE TIPOSIBIICHUS.
° HM3MeHeHMs r1a3HULIbL:
® TOHKWI HEBBICOKWM Kpail IMa3HUIbI, Y3KWUI BXO B IVIA3HUILY;
= MaJIeHbKMIA 00BEM MOJOCTU INIa3HULIBI;
= [0JHOE OTCYTCTBHE IJIAa3HOTO S10J10Ka;
B TJIa30[BUTATEIbHbIE MBILILbI OOBIYHO TaKKe MOJIHOCTbIO OTCYTCTBYIOT;
® MOTYT OTCYTCTBOBATH CJI€3HAS XeJie3a U CIA€300TBOASIINE IIPOTOKHU;
® KaHaJ 3pUTEIbHOTO HEepBa Y3KUI WX HEAOPA3BUT.
® l3MeHeHus BeK:
= y3Kas IJIa3Has 1IeJIb;
B KOPOTKME BEKU;
B MEJIKME CMOPIIEHHBIE KOHBIOHKTUBAIBLHbBIE CBOIbI;
= MBI, TOAHMMAlOIIAs BepXHee BeKO, ocjiabjeHa Wik He (pyHKIIUO-
HUPYET BOBCE, CKJIAJIKKM BeK BbIpaxkeHbI C1a00;
B KOHTpaKTypa KpyroBOI MBIIILBI IJ1a3a.

Xanoo6sl

® OmHOCTOPOHHSISI WIM IBYCTOPOHHSISI CJIEIIOTa BCJEACTBME OTCYTCTBUS
r1a3Horo s100Ka (I1a3HbIX SI010K).

NudphepeHumnanbHan guarHocTuka

® MukpodTaibM, B TOM YUCIIE CIEAYIOLIUE (POPMBbI:

® BTOPUYHBII aHOMTAJIbM: pa3BUTHE IJIA3HOTO SI0JI0KA HAYAIOCh, HO IO
KaKHMM-TO IpUYMHAM OCTAHOBWJIOCH, B pe3yJbTaTe B IJIa3HULIEC IIPUCYT-
CTBYIOT JIMIIb OCTATOUHBIC TKAHU TIJIa3a; TAKOE COCTOSIHUE IIPEICTaBIIsICT
KpaitHI010 (popMy MUKpODTaIbMa;

= JIlereHepaTUBHBIN aHOMTAIbLM: B Mpoliecce SMOpUOreHe3a Ija3Hoi 1my-
3bIpb COOPMUPOBAJICS, HO BIOCIICACTBUU TTOABEPICS JAeTeHEepaluy U3-3a
HapyllIeH!s] KPOBOCHAOXKEHUS WM MO, IeCTBUEM IPYTUX (PaKTOPOB.

g KpI/IHTO(I)TaJILMI IaToJIOI'MY€CKOEC IT0JHOEC CpallicCHMUE Kpa€B BEK, OTCYT-
CTBUE PCCHUII.

e KUCTO3HBIN I1a3: KMCTa HEHPOINMAIbHOM TKAHUW IIPU OTCYTCTBUU HOP-
MaJIbHBIX CTPYKTYP TJ1a3a.
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MeTopabl AMAarHOCTUKK

* Bunmmbie aHOManny pa3BUTUS BeK U TI1a3HUIEI (puc. 1.1).

e [Ipu ynprpa3BykoBOoM B-cKaHMpOBaHMH IVIa3HULBI OTMEYACTCS ITOJIHOE
OTCYTCTBUE IJ1a3HOTO s1010Ka. Ha cpokax recramum 6ojiee 22 Hel aHOMaJIMKA
Pa3BUTHS TJ1a3a MOXHO BBISIBUTbH IIPU TPaHCBarMHAJIBHOM YJIbTPa3ByKOBOM
nccaegoBanun (Y3UM), HO 4yBCTBUTENBLHOCTh 3TOIO0 METONIA MCCIASHOBAHUS
IpU IMATHOCTUKE aHO(TaIbMa HEU3BECTHA.

Pue. 1.1. AHo(bTanbM: @ — BHELWHWIA BMA NaUMeHTa C ABYCTOPOHHUM aHO(TanbMOM; 6 — NpK Knun-
HUYECKOM MCCNEA0BAHNM NALMEHTA C [ABYCTOPOHHUM aHO(TaNbMOM ONpefenstoTcs nycTble rnasHuubl
(mo6esHo npegoctasneHo Leonard B. Nelson, MD)



