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BUOXUMHNYECKUE MEXAHHWU3MbI PA3BBUTHA AJIKAIITOHYPUMU:
KJIUHHUYECKHUH CJIYYAH
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Kagedpa 6uos02u4eckoll XumMuu U KAUHUYECKoll 1a6opamopHoll duazHOCMuKu
Kuakux Mapusa AsaTtosibeBHa
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3ab60.1e8aHue, KAUHUYECKUU CcAyYall.

AKTyaJIbHOCTb

AnkanTtoHypusi - peakoe (opdaHHOe) aAyTOCOMHO-pElEeCCUMBHOE
3abosieBaHue (MeHee 10 caydaeB Ha 100 000 HacesieHHs), TaTOPU3UOJIOTHUA
KOTOPOrO CBsi3aHAa C HAaKOIJIEHWEM TOMOreHTU3UHOBOW KucaoThl (I'K),
NPUBOJALIMM K OXPOHO3y, OKHUCJUTEJbHOMY CTpPecCy HU BTOPUYHOMY
aMUJIOWZ03y, YTO BbI3bIBAET TsKeJible JlereHepaTUBHbIE MOpPAKeHUsI OMOPHO-
JiBAraTejJbHOro amnmnapata [1, 2]. AKTyaJbHOCTb paboThl 00OYyCJOBJIEeHA
€IMHAYHOCTbI0 HAOJIIOJEeHUN, MO3JHEU [AUAarHOCTUKOW KU HEeOOXOAHUMOCTbIO
M3y4YyeHUs] PerMOHa/IbHbIX 0COOEHHOCTEN pacpOCTPAaHEHHOCTH, B YaCTHOCTU B
Cubupy, rje 6bLJIU BbISIBJIEHBI HOBBIE CJIy4YaH.

[lesb: M3yYUTh OUOXUMHYECKHE MeXaHU3Mbl Pa3BUTHSA aJKAITOHYPUU HA
npuMepe KIMHUYECKOTO Cyvasl.

MaTtepua u MeTOAbI

[IpoBesieH aHa/IM3 HAYYHOM JIMTepaTyphl N0 ajkanToHypuu. [IpeacrapiieH
KJIMHUYECKUH cjaydal nauyeHTa 56 JieT, HaxoAuBllerocs Ha JjiedueHuu B OI'BY
«PenepasibHbIH IIEHTP TPAaBMATOJIOTUU, OPTONIEIUU Y 3H/IONIPOTE3UPOBAHUS» T.
bapHaysna. Hcnosib30BaHbl  JaHHble aHaMHe3a, OCMOTpa, Makpo- U

MHUKPOCKOIIM9€CKasd OIEHKa TKaHeﬁ, Jla60paTOpHO€ HccjiegoBaHue MO4YM Ha
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TOMOTE€HTU3WHOBYI KHUCJIOTY MeTOJOM BbICOKO3(Q(EKTUBHOU KUJKOCTHOHU
XpoMaTorpapuu.

Pe3ysibTaThl

AnkanToHypusi ~ NpejCTaBJsieT  Cco00W  peAkoe  MeTabOJIMYECKOe
3abo0sieBaHMe, OOYC/JIOBJIEHHOE HapylleHueM KaTaboJiu3Ma THUPO3WHA, YTO
NPUBOJUT K 3KCKPELUU C MOYOU 3HaUMTeJIbHOT0 KostndecTBa ['K. B HopMasibHBIX
dusnosnornyeckux ycaoBusax 'K, saBastomascs npoMeXXyTOUHbIM MeTa00JIUTOM
JerpajanyMu QeHWIaJlaHWHAa W TUPO3UHA, NOJBEPraeTci OKHUCIUTEJTbHOMY
JIEKapOOKCHUIMPOBAaHHUID C Y4yaCTUEM TOMOTreHTHU3UHAT-1,2-JUO0KCUTeHA3bl
(HGD), 4To BezeT kK 00pa30BaHUIO MaseUJIALETOYKCYCHOM KHUCJIOTHI, KOTOpas
3aTeM pacllerisieTcsd Ha dyMmapaT W aleToaleTaT, BOBJIEYEHHbIe B IMKJI
TPUKAPOOHOBBIX KHUCJIOT.

ITUOJIOTHSA aJIKAaTOHYPUHM 00ycaoBjieHa MyTanued reHa HGD, koTopbii
KoaupyeT ¢GepMeHT TOMOreHTU3WHaT-1,2-AUOKCUTreHa3y M paclosiokKeH Ha
JUIMHHOM IlJledye 3 XpOMOCOMBI 4eJjioBeKa B JIOKyce 3q 21-23. 'eHeTHYecKuu
nedbeKT HacjielyeTcs M0 ayTOCOMHO-PELECCHBHOMY MeXaHW3My, YTO TpebOyeT
TOMO3UI'OTHOCTU WJIU KOMIIAYH/J-T€TEPO3UTOTHOCTU MO0 MYTAHTHBIM aJljlesIsiM
JIJ1S1 IPOSIBJIEHUSI KIIMHUYECKUX CHMIITOMOB 3a60JIeBaHUS.

ANKanToOHYypUsI AEeMOHCTPUPYET TEHAEePHYI MpeApacloioKeHHOCTb, C
00J1ee BBICOKOW 4YaCTOTOW BCTPEYAEMOCTH Y MY>KYHH, UYTO MOKET ObITh CBS3aHO
C TOPMOHA/JIbHbIMM WJIA 3MUreHeTUYeCKUMU ¢GaKTOpaMH, BJHUSAIOIIMMH Ha
3KCIIPECCUI0 U CTabuIbHOCTb pepMeHTa HGD.

Y nanyenTa 56 seT, HaxoAuBIIerocs Ha JiedeHUU B PI'BY «DenepanbHbIN
LeHTP TPaBMaTOJIOTWH, OPTOIEeJUA U IHAOINPOTE3UpOBaHUA» I. bapHay.a,
JIETCTBA OTMEYaJIoCh MepUuoJUYecKkoe TMNOoTeMHeHHe MOo4Yu. (OCHOBHBIMU
»KaJ106aMU ObLJIM porpeccupylouire 604 U Aepopmalids KoJeHHbIX CYCTaBOB.
[Ipy ocMoTpe BbISABJIEHBI XapaKTepHble NPU3HAKA OXPOHO3a: Cepo-4epHbIe
OTJIOKEHUSI TMHUTMeHTa Ha JiUIle, T'oJy00oBaTbli OTTEHOK YIIHBbIX PAaKOBUH,
TeMHble MfATHA Ha CKJepax. Bo BpeMsa omepauuu MO 3HAONPOTE3UPOBAHUIO
KOJIEHHOTO CyCTaBa OOHapy>XeHa HWHTEeHCHBHAas 4YepHasd MNUICMeHTalus

CyCTaBHOTI'O Xpdlld, MEHHUCKOB U CYXOH(HHHﬁ. ['McToJsiornyecku IMOATBEPHKAEHBI
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OTJIOKEHUSI TUIMEHTA B XpAIlIEeBOW TKaHU, (GUOpPO3 M JlereHepaTUBHbIE
n3meHeHus. Konnentpanus 'K B Mmoye coctaBusia 3362,7 MM /Moub (pu HOpMe
<20 MM/Mosib), YTO OJHO3HA4YHO NOATBepAWJO JAuarHo3. HakomseHue
FOMOTEHTU3UHOBOM  KHMCJOTbl He TOJIbKO BbI3bIBAET MeEXaHHUYEeCKoe
NOBpexXJeHUue TKaHeW, HO M, Yepe3 reHepayuio aKTUBHBIX pOpPM KHUCI0POJaA,
NPUBOJUT K OKUCJIHUTEJNbHOMY CTPECCY U PAa3BUTHI0 BTOPUYHOI'O CUCTEMHOTO
amMuiaonAo03a. JlaHHbIM NATOJIOTUYECKHMU TMPOLEeCcC YCYyryoJiseT MopaKeHue
opraHoB. B HacTosillee BpeMsi e JUHCTBEHHBIM 0/I00pEHHBIM NATOTeHETUYECKUM
npenapaToM SIBJsSeTCSd HUTU3UHOH, KOTOPbIM [EWCTBYeT KaK HWHTUOWUTOp 4-
rUAPOKCUPEHUINUPYBATAUOKCUTeHa3bl. OHAKO ero NpUMeHEHHWE OrPaHUYEeHO
BCJI€ICTBUE MOOOYHBIX 3PPEKTOB U BbICOKOM CTOMMOCTH, YTO MOJYEPKUBAET
He0O0XOAUMOCTD JaJbHEUIINX UCCIeJOBaHUM U Pa3pabOTKH TepaneBTUYEeCKUX
MeTO/10B [4].

3aki1o4yeHue

1. AnkanToHypusl — pefKoe 3aboJieBaHUe, CBI3aHHOe ¢ HakomieHueM ['K,
BbI3BaHHOe MyTauued reHa HGD, mpuBOAUT K OXPOHO3Y, OKUCIHUTEJBHOMY
CTpeccy ¥ BTOpUYHOMY aMHUJIOUI03Y.

2. BobigBjieHMe HOBBIX CJy4aeB TpebyeT HW3y4YeHUS pPervoHasbHbIX
0COOEHHOCTEN.

3. T'oMoreHTU3WHOBAsi KUCJOTA BbI3bIBAET IMOBpPEX/JEHUE TKaHEH U
OKHCIUTENbHBIA cTpecc. [I[penapaT HUTU3WHOH MMeeT MoOO4YHble 3PPEKTHI U
BBICOKYI0 CTOMMOCTb, TPeOYS a/IbHEUIIMX UCCJIeJOBAHUH.
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