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CUHAPOM JAYHA U MOPOOJIOI'MYECKHUE N3BMEHEHUA
BHYTPEHHUX OPI'AHOB

Apunos Xycan OpudrxonoBu4
Crynenrt 4 kypca TalkeHTCKOro rocyAapCTBEHHOTO MEAUIIUHCKOTO
YHUBEpPCUTETA

AHHOTAIUA:
Cungpom Jlayna (tpucommst mo 21-i  xpomocome) sBisieTcss HauOosee
pacnpocTpaHEHHOM  XpOMOCOMHOM  aHoManmued y  jgeredl.  3aboJieBaHue
COMPOBOXK/JIAETCSI MHOKECTBEHHBIMU MOP(OJIOTHYECKUMU U (PYHKIMOHATBHBIMU
V3MCHEHUSMU BHYTPEHHUX OpPraHOB, 4YTO OTPAXaeTCsi HAa Pa3BUTUU CEPJIECUHO-
COCYIUCTOW, JbIXaTEIbHOW, IHIIEBAPUTEIBHOM M JAPYTUX CHUCTEM OpPraHU3Ma.
[Tatomopdonornyeckre ucciae10BaHus MO3BOJISIOT BBISIBUTh XapaKTEPHbIC N3MEHEHUS
TKaHEU, ONPEICIIUTD TAKECTh OPTaHHOTO ITOPAXKEHUS U IPOTHO3ZUPOBATH KIIMHUYECKOE
teueHue Oone3nu. llenb cratbu — paccMoTpeTh MOPQOJIOTHUYECKUE W3MEHEHUS
BHYTPEHHUX OpPraHOB y JeTed C CUHApPOMOM JlayHa W MOJYEPKHYTh 3HAUYECHUE
naToMopdoIOTUH JJIsl AUAaTHOCTUKU U BEJICHUS MallEHTOB.
K/IIOYEBBIECJIOBA:cungpom [layHa, wmop(donoruueckue HU3MEHEHUS,
BHYTPEHHHE OpPraHbl, XpOMOCOMHAsl aHOMaJIusl, MaTOMOP(HOIOTHSI, IETH.
BBenenue:
Cunapom Jlayna — »9TO TreHeTUYeCKOoe 3a00JIeBaHME, BBI3BAHHOEC HAJIHMYUEM
JOTMOJHUTENBHOU 21-i1 XpoMOCOMBI UM €€ (pparMeHTa, 4YTO NPUBOAUT K TPUCOMUHU.
3aboneBanue BcTpedaerca ¢ yactoTo mpumepHo 1 Ha 700—-1000 >kuMBOpOXKIEHHBIX
JIETEN U COMPOBOXKAAETCSI KOMIJIEKCHOM CUMIITOMAaTUKOW: YMCTBEHHOW OTCTaJIOCTHIO,
XapaKTepHOW BHEIIHOCTBIO, & TAK)KE MHOKECTBEHHBIMU OPTaHHBIMU MMOPAKEHUSIMH.
[Tatromopdonornyeckre u3MeHeHus y eTel ¢ cuHapoMom JlayHa pazHooOpa3HbI
Y 3aBUCAT OT BOBJICYEHHOM CHUCTEMBbI OpraHoB. lcciienoBaHUs 3TUX U3MEHEHUU
ITO3BOJISIFOT OLICHUTH TSKECTH MTOPAXKEHUS, IPOTHO3UPOBATH PA3BUTUE OCJIOKHEHUN U
pa3pabaThiBaTh MHAUBUAYAIBHBIE MOIXO/IbI K JICUCHUIO.
OcHoOBHasl 4YaCTh:
1.CepaedHo-cocyaucrasicucreMa:
Haunbonee wyacThiM TmOpakeHHWEM  SBISETCS  BPOXKACHHBIM  TMOPOK  cepila,
HaOmonaronuiicsa y 40—-60% nereit ¢ cuaapomoM JlayHa. K TUIUYHBIM U3MEHEHUSIM
OTHOCSATCS:
o Te(DEKTHI MEXKIIPEACEPAHON U MEAOKEITYIOUKOBOM MTEPErOPOIOK;
¢ AHOMAJIMU ATPUOBEHTPUKYJISIPHBIX KIIAIAHOB;
o TUTIEPTPOQUS U AUIIATAIIUS KaMep ceparia.
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[Tatomopdomnornyecku HaOMIOIAIOTCS CTPYKTYpHbIE HW3MEHEHUS MHOKap/a,
TUMEPIUIa3Hs SHI0KAp/a, a TaKkke oyaropas (puOpo3Has mepecTpoiika. ITu U3MEHEHHUS
BIIUSIIOT HA (DYHKITUIO CEp/Ilia U MOTYT IPUBOJIUTH K CEPJIEYHON HETOCTATOYHOCTH.

2. JIérkuenapIxareJbHAsCHCTEMA:

VY nereil ¢ cunapoMoMm JlayHa 4acTo BBISBISETCS TUIOIUIA3US JETKUX, TOHKHE
OpOHXHAJIBHBIE CTEHKU Y HAPYLIEHUs aJdbBEOJISIPHOIO CTPOCHUS. MUKPOCKOITMYECKHU:
o HEeZIOCTaTOYHAS TU(HEPEHITUPOBKA ATHBEOJIOIIUTOB;
o TUTIEPILJIA3HS COCTMHUTEILHON TKAHMU;
¢ 04AaroBOE CKJIEPO3UPOBAHUE MEIKUX COCYAOB.

OTH U3MEHEHHMs CIIOCOOCTBYIOT Pa3BUTHIO YACTBIX PECHUPATOPHBIX MH(EKIIHA,
CHI)KEHUIO ra3000MeHa U MPEAPACIIONOKEHHOCTH K OOCTPYKTHUBHBIM 3a00JI€BaHUSAM
JIbIXATENbHBIX MMyTEH.

3.JIumeBapuTebHACUCTEMA:

Buytpennue opransl JKKT MoryT uMetrh aHoManuu pa3BUTS:
e ATPE3US WM CTEHO3 JBEHAAATUIIEPCTHON KHILIKU;
o TEMIATOMETANINS C PU3HAKAMU CTEATO33;
 I3MEHEHHS TAaHKPEATHYECKUX OCTPOBKOB JlaHrepranca.

[TaroMopdonoruuecku oTMeUaeTcs KUpoBasi TUCTPOodUs renaTonuToB, Gudpos
MEXI0JbKOBOM TKAHH, & TAK)KE O4arOBbI€ BOCTIAIMTEIbHbBIE U3MEHEHUS.

4.IToukunMOYeBbIICTUTEIbHASICHCTEMA:
Mop@donornyeckre U3MEHEHHUs MOYEK BKIIOYAIOT:

o TUCILJIA3UI0 HEPPOHOB;
o TUIOIIA3HI0 KOPKOBOTO BELIECTBA;
e OYAroBbIE€ CKJIEPOTUUECKUE U3MEHEHUS KITyOOUKOB.

OTH U3MEHEHMsI CONMPOBOXKAAIOTCS HapylIeHUEM (QUIbTPAIMOHHON (DYHKIIMHU U
IIPEAPACIIOIOKEHHOCTIO K XPOHUYECKON TOYEYHON HETOCTATOYHOCTH.

5.0nopHoO-ABUraTEeIbHASICHCTEMAUCKEJIET:

CkeneTHple aHOMAJIWM  MPOSIBISAIOTCA  TUMOIUIA3UEH  KOCTEH, YKOPOYEHUEM
KOHEYHOCTEH, MuCIUIa3uel MEeHHOro otaena mo3BoHoyHuka. [laromopdonornyecku
BBISIBJISIFOTCS] UBMEHEHUS B KOCTHOM TKAHU:
¢ HEJIOCTATOYHAS] MUHEPATIU3ALIHS;
¢ OUArOBBIM OCTEOTIOPO3;
¢ AHOMAJIUU AMU(PU3APHOTO POCTA.
6.HepBHasicucrema:
Henponaronornueckrne n3MEHEHUS BKIIFOYAKOT:
 YMEHbBIIIEHHE 00bEMA MO3Ta;
o TUIOIJIA3UIO TUMIIIOKAMIIa U MO3KEUKa;
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o HAKOIJIEHUE OeTa-aMuJIonia U 00pa3oBaHUE «IIEPBUYHBIX OJIAIICK» YyiKe
B PAaHHEM BO3pacTe.

211 MOP(HOIOTHUECKUE U3MEHEHUS OTPAKAIOTCS HA KOTHUTUBHBIX HapyIICHUSX,
3aMEJJIEHHOM TICUXOMOTOPHOM pa3BUTHUU U MPEIPACIOIOKEHHOCTH K pPaHHEMY
Pa3BUTHIO JEMEHIUU.

7.11aTtomopdoJiornyecKkoesHaAYeHHE:

[Tatromopdonorndyeckre nccaeaoBanus y AeTeil ¢ cHHIpoMoM JlayHa MO3BOJISIOT:
¢ YTOUHSITH JUArHO3 NP COMHUTEIbHBIX KIIMHUYECKUX MPOSIBJICHUSAX;
o OLICHUBATH TSKECTh OPraHHOTO MOPAKEHUS;
o IPOTHO3UPOBATH PA3BUTUE OCIIOKHEHU;
¢ KOHTPOJIUPOBaTh A(DPEKTUBHOCTh Tepanmuu U MPOPUIAKTHUECKUX
MEPOIPUITUH.

3akioveHue:
Cunnpom [layHa y geTeil CONMPOBOXKIAETCS MHOXECTBEHHBIMH MOP(HOIOTrHYECKUMU
U3MEHEHUSIMU BHYTPEHHHUX OPTaHOB, KOTOPBIE MPOSBISIOTCS B CEPIACYHO-COCYIUCTOMH,
JBIXATCIIbHOW, THINEBAPUTEILHOW, MOYEBBIICIUTEIPHON W HEPBHOW CHCTEMax.
[Taromopdonorndeckue HcCAEAOBAHUS HUTPAIOT KIIOYEBYIO POJIb B JHAarHOCTHKE,
OTIpe/ICIICHUH IPOTHO3a U pa3padOTKe WHIUBUTY TBHBIX JICUSOHBIX CTpaTerwii. PaHHss
JTUArHOCTHKA M KOMIUICKCHOE BEICHUE TaKWX IMAIMEHTOB IO3BOJISIOT YIYUIIHThH
KaueCTBO )XKU3HU U CHU3HUTH PUCK CEPhE3HBIX OCIIOKHCHHM.
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