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HecmoTpst Ha 3HaUNTENBHBIE TOCTUKEHHUS HA COBPEMEHH OM 3Tarle B MEIUIIMHCKOMN T'€HETHKE
IPOJIOJKAET OCTABAThCA AKTYyaJbHOU MpolieMa poXkIeHus AeTel ¢ HaCIeACTBEHHBIMU U BPOXKIEH-
HBIMHU 3a0051eBaHUSIMU. BhICOKUH yieNnbHBINA BeC MPUXOAUTCA Ha O0JNIE3HU HAKOIUIEHUS, K KOTOPBIM
OTHOCATCS TJIMKOreHo3bl. HacToTa BCTpeyaeMocTH JaHHOM maTtojoruu cocrasiser 1:40000-68000
HOBOPOXJIEHHBbIX JeTeil. YacTh MiajeH1eB Morubaer yke B paHHEM BO3pacTe, a MOAABJIIOIIECE
OOJBIIMHCTBO OCTAa€TCsl MHBAJIMJIAMU, HYKJAsCh B IMIOCTOSIHHOM YXOJl€ U HENPEPHIBHOM JICUEHUH.
[ToaTomMy pa3zpaboTka METOIOB PaHHEW NUATHOCTHKU M JICUCHHUS SIBJSIETCS aKTyallbHOM 3a1auei ¢
MEINULHUHCKON U COLIUAJIbHO-3KOHOMHYECKON TOYEK 3PEHMUS.

['muKoreHo3 — 3TO HaclIeACTBEHHOE 3a00JeBaHME, BbI3BAHHOE HApYIIEHHWEM AaKTHBHOCTH
(epMEeHTOB, y4acTBYIOIIUX B OOMEHE INIMKOIreHa, MPUBOJAIINE K YPE3MEPHOMY €r0 HaKOIUJIEHUIO B
OpranusMe peOeHKa WM U3MEHEHHUIO €ro CTPYKTYpbl. OCHOBHBIMHU KIMHUYECKUMHU IPOSBICHUAMU
IJIMKOI'€HO30B  SIBJISIFOTCSL Ielaro- W CIUIGHOMErajusi, HapylUleHHs CO CTOPOHBI OIOPHO-
JIBUTATEJIbHOIO arapara, T1CclelNCcHueCKUe pacCTpOICTBa, ceplledHast JUChYHKIIMSL.

[Ipn nmarHocTMKE JAHHOM MATOJIOTMH MCIIONB3YIOT J1aOOpaTOpHbIE, MHCTPYMEHTAJIbHbIE,
TEHETUYECKHE U THCTOJIOTMUECKUE METOBI.

Crernuguueckoro JeueHus TJIMKOT€HO30B 0 HACTOSIIEro BpeMeHu He paspabortano. Oc-
HOBHBIM BHUJOM NaTOI€HETUYECKOW Tepamuu sBJISETCS ONPEAENIEHHbIE PEXXUM MUTAHUS U JUeTa,
HaIpaBJIeHHbIE HA NPEAYNpEeKIeHHE U 00pbOy ¢ rUNOrIMKeMuel, MeTaboIMYeCKUM alu030M, Ke-
TOALUI030M, rUnepiaunuaemueii. JlokasaHo, 4To paHHHUI NepeBo Ha CIEUAIN3UPOBAHHYIO TUETY
CIIOCOOCTBYET CHMKEHHUIO MOKa3aTeNell CMEPTHOCTH U 3a00JIeBa€MOCTH MAIIMEHTOB C IIIMKOI'€HO03a-
MH, TO3BOJIAET YJIYYLIMTh KaueCTBO MX XHU3HH. [IpH AOCTH)KEHHMH HOPMOTJIMKEMHH MeTabosuye-
CKHE OTKJIOHEHHSI ¥ KJIMHUYECKHE MapaMeTphl yIy4IIaloTcs y OONBIIMHCTBA MAIUEHTOB, HECMOTPS
Ha COXpaHEHHE TUIEPIUIHIEMHUN.

B xommiekcHOll Tepanmuu 3a00jIeBaHMS Ba)KHOE 3HAUEHHWE OTBOAMTCA TaKXKe KOPPEKIUH
HapylieHud (QyHKIHMOHAIBLHOTO COCTOSIHUS TeNaTOOMINAapHONW CHCTEMBI U JKETYJ0YHO-KUILIEYHOT O
TPaKTa.

B HacTosmee BpeMs uisi pepMEHT-3aMECTUTENIBHON Tepanuy UCIONIb3y€eTCs HOBBIM Iperna-
pat "Muo3um", KOTOphIil JeHCTBYET HEMOCPEACTBEHHO Ha MEPBUYHBIN JedeKT MeTaboiau3ma, yTo
II03BOJIIET CTAOMIIM3UPOBATh COCTOSIHUE MAllUEHTAa, YIydlllasi KaueCTBO €ro JKU3HU.

ITpu uupportrueckoit Tpanchopmanuu nederu (IV Tin riavkoreHosa) pemaercs BOpoc o ee
TpaHCIIaHTauuu. bonee 61aronpusaTHBIM TedeHueM Xxapaktepusyrorcs VI u IX Tumbl riamkoreHo-
30B, TaK KaK CUMIITOMBI 3200JIeBaHUSI OOBIYHO KYIMUPYIOTCS C BO3PACTOM.

Takum 00pa3oM, CBOEBPEMEHHAsI TUAarHOCTHKA 3a00JIeBaHUs HAa PaHHUX 3Talax ero MaHu-
(decTanuy NO3BOJUT 'PAMOTHO ONPENEIUTh 00BEM TEpaIHH.
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