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JInzocomubie 001€3HN HAKOTUICHHUSI — HTO HACJIECTBEHHBIC METa00IMUeCKUe 3a00JIeBaHUS,
XapaKTEePU3YIONINECs aHOMAJbHBIM HAKOIJICHUEM pa3IMYHBIX TOKCHUYECKHX BEIIECTB B KJIETKaX
opraHusMa uesioBeka. [[puunHoli JaHHBIX HAPYIICHUH SBISETCS HEIOCTATOK aKTUBHOCTH (DEPMEHTOB
JM30COM - DH3UMOS8, KOTOPBIE MOMOTAIOT PAaCHICIUIATh CJIOXHBIE BEIIECTBA, & UMEHHO: JUIUIBI,
yriaeBoasl U Oenku. B pesynpraTe 3TOro MNpPOMCXOMUT HAKOIJIEHHWE HEIErpaJupOBaHHBIX
MeTa0OJIMTOB, YTO B CBOIO OuUEpeIb CKa3bIBACTCS HA 3J0pOBbE peOEHKa, BBI3bIBAS TSXKEIbIE
OTKJIOHEHHUS B YMCTBEHHOM U (DU3UYECKOM Pa3BUTHH.

YacTtoTa BCTPEYaeMOCTH JAaHHBIX 3a00JIEBaHUI JIM30COMHBIX OOJIe3HEH BapbUpPYeTCs OT
1:40000 mo 1:1 000 000, obmas yvactota coctaBisier 1:7000—1:8000 HOBOpOXKIEHHBIX. JlaHHBIE
3a001€BaHUs MMEIOT ayTOCOMHO-PEIECCUBHBIA THUIl HACIEIOBAHUS, HCKIIOYEHUE COCTAaBIISIOT:
MYKOTOrcaxapuio3 Xanrtep, 0ose3nb Padpu (periecCUBHbIN X -CIICIICHHBIMU TUIT HACJICIOBAHNS),
cuHapoM JlaHoHa (IOMHHAHTHBIM X-CHCTJICHHBIA THI HaciaeqoBaHus). JIIs HaKOMUTEIBHBIX
Oone3Hel XapakTepeH JeTalbHbIi MCXOH, OBICTpoe TeueHue OOJe3HH, HEMOIHOIEHHOCTD
YMCTBEHHOTO U (pu3nueckoro pazputusa. Hanbonee pacipocTpaHeHHBIMU 3a00JI€BaHU IMH SIBIISTFOTCS :
MyKormonrcaxapuao3bl (cuaapomom ['yprepa (mytanuu B rene IDUA)), chunronumnumossl (601e3Hb
['ome (myTanus B rene GBA), 6Gone3nr ®@abpu (mytauus rena GLA), 6one3nr Humanna—IIuka
(myranuss B renax SMPDI1, NPCl u NPC2), Oonesnp I[lommne (myrauus B rene GAA)),
MyKOUnu1036l. OCHOBHAsi CHUMITOMAaTHKa 3a00JI€BaHMI TPOSIBISIETCS B TMEpBbIE 5-6 MecsieB
JKU3HU; 3a00JIeBaHUS, BBISBICHHBIC B MJIQJICHYECTBE, CUMTAIOTCA Hambosee TsokEnpiMu. HOrma
NepBbIE TPOSBICHHUS MYTallMid JHM30COMHOTO TeHa HAONOJAIOTCS B IMOJPOCTKOBOM BO3pacTe.
[IpogoKUTENEHOCTD KU3HH MALIMEHTOB gocTuraer 15-17 jet, oqHako MeAUIIMHE U3BECTHBI ClTy4yau,
KOrJia mauueHT goxuBain 1o 40 ner.

KnuHruka CcUMOTOMOB BapbUpyeTCs B 3aBUCHMOCTH OT THMa 3a00JIEBaHUSA, IOITOMY
OCHOBHBIMH CHUMIITOMaMH TMPHHATO CYUTATh CICAYIOUIUE: 3aJepKKa pPocTa, TpyOble YepThl JHIIA,
HU3KOPACIIONIOKEHHBIE YIITH, KOCTHBIE Jedopmaliu, penkue 3yObl, Kapuec, MmIoxas MOJBUKHOCTh
CyCTaBOB, MaxoBas M NYNOYHas TpbDka, TYroyxocTh, martosoruu paszsutus LHHC, cepneuno-
cocyaucToil u ceHcopHoil cucrtem. Habmomarorcs npobinemsl B JKKT (anHomalibHOE yBenHUEeHHE
MIEUEHH, YacThle AUApE, OTCYTCTBUE AMIMeTUTa).

Jo xonma 20-ro Beka JieueHHWE NAHHOTO BHUAA OOJe3HEH HOCHIO CHUMIITOMAaTHYECKUN WU
NaJUIMAaTUBHBIN XapakTep. PazBuTre COBpeMEHHON HayKU U MEIULIMHBI TO3BOJIMIIO KOPPEKTUPOBATH
TeYeHHEe OOJIE3HU MYyTEeM 3aMeCTUTEIbHOW (epMeHTaTuBHON Tepanuu (6one3np [omie, Gose3Hb
®alpu), KoTOopas MPOBOJUTCS HA TMPOTKEHUM Bced KU3HM manumeHTta. OcyluecTBisiercs
TpPaHCIUIAHTAllMsl CTBOJIOBBIX KJIETOK KocTHOro mosra (6onesns ['ypnepa). IlpoBoautcs
npoduIakTHKa JaHHOW TAaTOJOTMM C MCIOJIb30BAHUEM COBPEMEHHBIX METOJOB MEIHKO-
FEHETUYECKOr0 KOHCYJIbTUPOBAHHUS, YTO 3HAYUTEIbHO CHUXAET MPOLEHT HOBOPOXIAEHHBIX C
TSKEIBIMU F€HETUYECKUMHU OTKIIOHEHUSIMU.

Ha ocHOBaHMM W3y4e€HHOrO Marepuaja MOXKHO ClIeJlaTh BBIBOJ, UTO PacCIpOCTPaHEHUE
MyTallMil ONpenessieTcs MOMyJAIMOHHO-TEHETUYECKUMU (DakTopaMH, 4YTO, B TIEPBYIO OYEpelb,
CBS3aHO CO CHWXEHHEM TEeHETHYECKOTro paszHooOpasus. JImzocomHblie 0ONE3HW HAKOIUICHUS B
OONBIIMHCTBE CBOEM  SIBISIFOTCS  ayTOCOMHO-PEI[ECCHBHBIMU  3a0O0NIEBAHUSMHU, BEPOSTHOCTH
MOSIBIIGHUSI KOTOPBIX COCTaBIsieT 25% MpH YCIOBUH, YTO 00a POTUTENS TeTepO3UT OTHBIC. [laHHBIE
3a00MeBaHus 3HAYUTENHHO YXYAIIAET MPOJIODKUTEIBHOCTh U KAUYeCTBO KU3HU MAI[UCHTA.
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