


Cunapom Anpniopra
(cemeHBII
IioMepyroHeppur) - 31o
peKoe reHeTUYecKoe
3a00/1eBaHEe, KOTOPOE
XapaKTepu3yeTcst
r7IoMepy/ioHeppUTOM,
MIPOTPeCCUpPYIOLIer MOYeYHOHU
HeJ0CTaTOYHOCTHIO,
HeHUPOCEeHCOPHOU TYTOYXOCThIO
Y MOPAYKeHHEeM I71a3.

3a6oieBaHUe OBLIO BIIepBbIe
OTMHCAaHO OPUTAHCKUM BPAa4yOM
ApPTYpOM AJIBIIOPTOM B 1927

rony.




Tun HacnegoBaHUS CHHAPOMa ATBIIOPTA MOJKET
OBITH PAa3HBIM:

* X-cuermneHHbId gomuHaHTHBIN (XLAS): 85%.
» AyrocomHo-pernieccuBHbIi (ARAS): 15%.
* AyrocomHO-m1oMHUHaHTHBIN (ADAS): 1%.



IIpyuynHbI CMHAPOMA ATbIIOPTA

YcTtaHoBieHO, 4TO 3a pa3BUTHe 3a00/1eBaHUS
OTBETCTBEHEH I'eH, KOTOPbIU HAaXOAUTCS B IJIMHHOM
riede X XpOMOCOMBI B 30He 21-22 (. [I[puauHoit 60/1e3HM
SIBJISIETCS HapyLIeHUe CTPYKTYPbI KojutareHa 1V tumna.
KoniareH - oaTo 6€/I0K, OCHOBHON KOMITOHEHT

COeIMHUTE/TbHOM TKaHH, KOTOPBIN 00ecIieuyrBaeT eé
MIPOYHOCTH M DJIACTUYHOCTb.

B moukax BeIssBAsIeTCst AepeKT KolareHa COCYAMCTOM
CTeHKH, B 00/IaCTH BHYTPEHHET'0 yYXa -KOpTHeBa OPraHa,
r71a3a — KarcCy/abl XpyCTa/THKa.



CHMMIITOMBI CHHAPpOMA

Anbmopra

[Ipu cuaApOMe ANTBbIIOPTA OTMEYAETCST 3HAYUTETbHAS
Baprabe/IbHOCTh BHEITHHUX MposiBieHuii. Kak mpasuio,
3a00/1eBaHUe MaHUpeCTUPyeT B BO3PACTE 5-10 JIeT C
reMaTypHuH (mosiBieHre KpoBHU B Mo4de). OOBIYHO reMaTypust
BBISIB/ISIETCS CJTyYalHO IIpy 06C/IeloBaHUY peOeHKa.
[emaTypust MOXKET ITPOTEKATh C HATMYUEM WJIH OTCYTCTBHEM
nmpoTrerMHypuH (mmosiBieHue 6ejaka B Moue). [Ipu BbIpa)keHHOM
roTepe O6eKa MOXXET pa3BUBaThCSI HEPPOTHUIECKUM

CUH/IPOM, KOTOPBI XapaKTepPU3yeTCsi OTeKaMH, ITOBbIIIEHHEM
apTepHAIbHOIO JaB/IeHUS, CAMIITOMaMHU OTPAB/IEHMSI OPraHU3Ma
BpeIHBIMH IIPOAYKTAMU ITPU CHIDKEHUU QYHKITUH ITOYEK.
B03MO)XHO MOBBIIIEHHE KOTHYECTBA JIEKOIIMTOB B MOYe IIPU
OTCYTCTBUM OAaKTEPUH.






HelpoceHcOpHasA TYrOyXOCTb — 3TO

XapaKTepHOe IPOosIBJIEHUe CUHIPOMa AJIBIIOPTA,

KOTOpOe HaO/II0AAeTCsT TOBOIBHO YaCTO, HO He

Bcerga. ECTh nenble ceMbU C CUHAPOMOM AJIBIIOPTA, KOTOPbIE
CTPAAAIOT OT TSDKeI0M HeppomnaTHH, HO UMEIOT HOPMa/TbHBIN
cnyx. Hapymenne ciyxa HUKorma He 0OHApY>KHBaeTCs TIPU
POXIeHUU. bunarepasibHas BBICOKOYACTOTHAS
HeHPOCEeHCOPHAs TYTOYXOCTh OOBIYHO TTPOSIB/ISIETCS B TIepBbIe
roAbl )KU3HU UJIM B PAaHHEM ITOAPOCTKOBOM Bo3pacTe. Ha
paHHEeH CTaAru OOIe3HU HapYILIeHWE C/TyXa OTIpeesieTcst
TOJIBKO ITPY ayJUOMETPUH.



AHoMa/iny 3peHus POSIB/SIIOTCS B BUIE:
JIeHTUKOHYca (M3MeHeHre GOPMbI XPYCTATHKA),
chepodakuu (1mapoBugHast popMa XpyCcTasiKa) U
KaTapaKThl (TIOMyTHEHHE POTOBHIIBI).

PeTrHOMaTHsA — 3TO cCaMOe pacHpOCTPaHEHHOe

pOsIBJIeHHEe CHHApOMa AJIBIIOPTA CO CTOPOHBI OpPraHa
3peHus1, mopaxxaeT 85% My>X4auH ¢ X-CIleT/IeHHOM
dbopMmotii 6osie3HU. [losiBIeHHe peTUHOIIATUY OOBIYHO

nmpeamecTByeT IIO4YEeYHOU HeJOCTATOYHOCTU!.



NTvidPy3HBIHN T€MOMHUOMATO3 MUIIIEBOIA U
OpOHXHMABHOTO IepeBa — elle OIHO PeJKOoe COCTOSIHHE,
KOTOPOe HaO/II01aeTCsl B HEKOTOPBIX CEMBSIX C
CUHIPOMOM ABIIOPTA.

CHUMITTOMBI OSIB/ISTIOTCS B TIO3JHEM A€ TCKOM BO3pPacCTe U
BKJ/IIOYAIOT HapyllleHHe TJI0TaHus (aucdarus), pBory,
00JIb B DTIUTACTPUH U 3a TPYAUHOM, YaCThie OPOHXUTHI,
OJIBIIIKY, KallleIb.

JletfioMrMOMATO3 MOATBEPXKAAETCSI KOMITBIOTEPHOM
Tomorpadueit unu MPT.



IrarHoCTUKA CHHAPOMA ATBIIOPTA

AHanu3s Moun: y O0TBHBIX C CHHAPOMOM ATbIIOpTa
Yaiile BCero MprCyTCTByeT KPOBb B MOYe (reMaTypHsi), a TAaK)Ke BHICOKOE
copepXaHue Oenka (MpoTenHypHsi). AHATHU3bI KPOBU J€MOHCTPHUPYET ITOYEUHYIO
HEeJ0CTaTOYHOCTb.
TkaHb OYeK, MOTYYEHHYIO PU OUOTICHU, UCCIEAYIOT C
ITOMOIBIO 3/IEKTPOHHON MUKPOCKOIIMY HA HaJIMYME YIBTPACTPYKTYPHBIX
aHOMa/Inu. bruoncus KoXXxu MeHee MHBAa3UBHA, M aMEPUKAHCKHE DKCIIePThI
PEKOMEHJYIOT BBIIIOJIHATD €€ B IePBYIO O4epeb.
B auarnoctuke cMHApPOMa AJIBIIOPTA, €C/IU OCTAKTCS
COMHEHMSI TIOCJ/Ie OMOTICUY MTOYKH, TeHETUYeCKUU aHATN3 UCTIO/Ib3YEeTCS ISl IOTyYEeHUST
O HO3Ha4yHOro oTBeTa. OnpeaensoTcss MyTalliy TeHOB CUHTe3a KoJjilareHa tuna V.
Bce et ¢ ceMeMHOM MCTOPHEN, TO3BOSIOLIeH 3aII0J03PUTh CUHPOM
AJIBIIOPTA, AOJDKHBI IPOXOAUTH BBICOKOYACTOTHYIO ayJMOMETPHUIO JJISI TOATBEPXXeHUS
HEUPOCEHCOPHOM TYroyXoCcTH. PekoMeHyeTcst nepruoguvdeCKuii MOHUTOPHHT.
O6cnenoBanue y opTaabMOI0Ta OUeHb BaYKHO /ISl PAHHETO
BBISIB/ICHWSI U MOHUTOPUHTIA NIepeIHero JIEHTUKOHYCA U APYTUX aHOMaJINM.
Ha nosgHux cragusx ciHApoOMa AJIBITIOPTA Y/IBTPAa3ByKOBOE UCC/IeJOBAaHME
ITOYEK IOMOTAET BBISIBUTh CTPYKTYPHbIE HapyLICHUS.



Jleyenune cuHApPOMa ATbIIOPTA

B ycnoBusix oTcyTCcTBUS CrielfupUIeCKOTO JIeYeHUsI, T/TABHOU LIeTbI0 CTAHOBUTCS
3aMe/iJIeHHe Pa3BUTUS ITOYEYHON HeJOCTaTOYHOCTH. [leTsaM 3arnpenarTcs

dusuYecKre Harpy3Ky, Ha3HAYaeTCs MOTHOLIEHHOE
cOa/laHCUPOBaHHOE MTUTAHHUE.

Oco6oe BHMMaHMeE yie/sieTCsl CaHAIuM MHPEKITMOHHbBIX o4aroB. [[pumeHeHne
TOPMOHAJ/IbHBIX IIPENapaToB U LIUTOCTATUKOB He MPUBOAUT K 3HAYUMOMY
yAy4dUIeHUI0 COCTOSTHUSI. OCHOBHBIM MeTOZOM JIeYeHHUSI OCTAeTCS
TPaHCIUTAHTALMs (MTepecaika) MOYKHU.

HeGnaronpusiTHbIN MPOTHO3 TevueHUs 3a00/1eBaHM s, KOTOPBI XapaKTepPHU3yeTCs
OBICTPHIM Pa3BUTHEM TEPMUHAIBHOU MOYEYHOU HEJJOCTAaTOYHOCTH, Haubosee
BEPOSITEH IIPYU HAJIMYMH CJIeJYIOIIUX KPUTEPUEB:

- MY)XCKOM I1071;

- BBICOKAsI KOHLIEHTPalHs Oe/iKa B MOYe;

- PaHHee pa3BUTHE HapyLIeHN PYHKIIUH MTOY€eK Y YIeHOB CEMbH;
- TYTOYXOCTb.

[Tpu BbISIBIEHUM U30TUPOBAHHOM reMaTypuu 6e3 MPOTeMHYPUU U HaPYLIEHUSI
CJTyXa IPOTHO3 TeYeHUsI 3a00/ieBaHUsI O/1TarONMPUSTHBIN, TOYeYHAS
He/IOCTAaTOYHOCTh He GOPMUPYETCHI.



