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AKTYaJIbHOCTDb. 301MpOBaHHBIM  TJIMKOTEHO3  Cepllla —  3TO“"wpeaKoe
HACJIEJICTBEHHOE 3a00JIEeBaHUE, KOTOPOE XapaKTepU3yeTcsl HapyllleHneM MeTadoin3ma
TJIMKOTCHA W MOJKET MPHUBECTH K CYIISCTBEHHOMY YXYIIICHUIO KadeeTBa KM3HU [1].
Tema H30JMPOBAHHOTO TJMKOTE€HO3a CepJlla akTyalbHa s MCAULIMHCKOTO
coo0IlecTBa, TMOCKOJIBKY 3TO pelakoe 3abojeBaHue TpeOyeT  AaJbHEUIINX
WCCICAOBAHUM /Ui YJIYYIICHUS] TUArHOCTUKU, JICUCHUS] W YIpaBICHUS MallMEHTaAMHU.
[TonnManne MeXaHU3MOB TEUYEHHUsS ATOTrO 3a00JEBaHUS MOXKET IMOMOYhL pa3paboTaTh
HOBBI€ MOJXO/IbI K TEPAINK U MOBBICUTH KQUECTBO KU3HHU TTALUEHTOB [2].

Heab. PaccMoTpers ciydail CEMEWHOrO H30JIMPOBAHHOTO, TIMKOTEHO3a U3
KIIMHUYECKOW TPaKkTUKW, OOpaTUTh BHUMAHHE, HA OCOOCHHOCTH KJIMHUYECKOTO
MPOSIBJICHUSI U TEMOJIMHAMUKY TAIMEHTA C JAHHBIM 3a00JICBaHUEM.

Metoabl ucciaea0BaHMs. bbll IPOBEAEH PETPOCIIEKTUBHBIM AHAIN3 HCTOPHUU
0OJIe3HH BBISIBIICHHOTO CiIy4ash CEMEHHOT0 M30JMPOBAHHOTO TIIMKOTreHo3a. JInuHbIi
orpoc, cO0p aHaMHe3a KU3HU U aHAMHEe3a.3200JICBaHUs Y TIAI[MEHTA.

PesyabTarthl M UX 00Cy:KaeHHe. 3a00€eBaHUE, TPU KOTOPOM T'PaHYJIbI
[JIMKOT€HA  OTKJIAJbIBAIOTCA  HMCKIIOYMTEIIBHO B MHOKaplAe,  Ha3bIBACTCS
W30JUPOBAHHBIA TJIMKOTEHO3 .CEPAId. ITa ayTOCOMHO-IIOMUHAHTHas (opma
reHeTHYeCKor O0oJIe3HM M cBsidaHa OHA ¢ Mytanuer rena PRKAG2, koaupyromero
cyOopequuuny y2  S’apeno3uHMoHodochar  aKTUBUPYEMOW  MPOTEHMHKHUHA3BI
(KOHTpOJIb CHHTE3a TiukoreHa). BcTpeuaercs B MeHee 5 % ciaydaeB OT Bcex
BBISIBJICHHBIX TJTUKOTEHO30B.

[Tanment A.,.28 jer. Co cJIOB MalMeHTa, MEPBbIE CUMIITOMBI 3a00JIEBaHUS
HaOmonan B 2008r. OuryTun KoJrolme, Nepruoandeckue, KOPOTKUE B COCTOSIHUM
MOKOsI 00JIM B CepAe U ObLT HalpaBjieH Ha 00CIeIOBaHKUE B ICTCKYIO KapIHOJIOTHIO.
brino nposeaeno ¥Y3U cepaia, xonTepoBckoe MOoHUTOpUpoBaHue (XM) B pe3ynbrare
KOTOPOI'O OBLIN BIIEpBbIE OOHAPYKEHBI HAPYIIICHUSI PUTMA.

B ‘mocaenyromem HabOmIOMancs €XErogHo B JACTCKOM KapAHOXUPYPrHUYECKOM
uenrpe PHIIL «Kapmuonorusi», rae BemonHsuioch 3Xx0-KI. B 2011 romy mo
pesyibTatam 9x0-KI' 0w BeicTaBieHn auarao3: «CCCY. denomen WPW 6e3
MPUCTYNOB mapakcu3ManbHoi Taxukapauu. HKO.» B 2012 romy nmarHos Obut
nononHeH: «Cunapom aucmiazuu coenuHutenbHor Tkanu. JIXJDK. IIMK 1 cT. ¢
peryprutauuet 1-2 crt. CunycoBas Opaaukapaus. Cungpom WPW. HKO».
Ha npoTsbkeHnu ciieyromux JeT COCTOSIHUE yXYAIIanocCh.

C 01.08.2017 rona mo 08.08.2017 rona HabroAaICs HA CTAIIMOHAPHOM JICUCHUH
B 1 kapauonoruueckom otaenenun PHIIL «Kapauonorus» ¢ OCHOBHBIM JAMAarHO30M
«'KMII, neoOctpyktuBHas dopmay. MAK: nonmomnutensHas xopaa JDK.
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JluchyHKIMS CHHYCOBOTO Y371a: ASMU30bl YPE3MEPHON CHHYCOBOW TaxWKapiuH,
napokcHu3MalibHasi cynpaBeHTpuKyssipHass taxukapaus. [IBJIHIIT. Cuaagpom WPW,
PYA nonosiautensHOro coeaunenus (2014r.).

s BeIscCHeHUs dTHOo0TUM pa3BuBIeiics [’ KMII ObuT BBIMOIHEH T€HETHYECKUM
TecT Ha pan nociuenosarenbHocTedl [IHK, xapakTtepHbIX [ KapAUOMHUONATHUN.
VY nmanunenta A. Obu1 HaiijneH myrtupoBaBiiuii reH PRKAG2, oTrBeTcTBeHHBINH 3a
pa3BUTHE H30JHMPOBAHHOTO TIJIMKOreHo3a cepauma. IIpoeenmn  tecTupoBaHue
POACTBEHHUKOB MEPBOM JIMHUU POJICTBA, U IUATHO3 MOJTBEPAUIICS Y OTLA MMAIUCHTA.

21.08.2017 rona na 6aze 'OKKL] Obuta mpoBeaeHa omnepanus M0 UMILIAHTALIH
NBP B pexume DDDR. I[lokazanusimu K onepauuu sBISIMCh OCHOBHOW( AMATrHO3, a
TaK e >XKajoObl IMalMeHTa MO0 TIOBOAY CIA0O0CTH, TOJOBOKPY)KCHHS W OTH300B
MOTEPU CO3HAHMUSL.

BoiBoabl. Pacnio3HaBanue 9TOro  3a0oJjieBaHUSI  SIBISACTCS  CHOXKHBIM U
KOMIUIEKCHBIM MEpPONPUSATAEM BBUJY MaJIOW YacTOTbl BO3HHUKHOBEHHUS CpeIu
HAaCEJICHUS u OTCYTCTBUS APKUX MaTOrHOMOHUYHBIX MIPU3HAKOB,
CBHUJIETEIIbCTBYIOIIUX O €ro Haluyuu. J[aHHBIM KIMHUYECKHM CIIy4ail MOKa3bIBAET
BKHOCTH YIJTyOJI€HHOTO OOCJEeIOBaHUS MAIIMEHTOB C HAaJUYHEM JIOIMOJHUTEIbHBIX
MyTEHd MPOBENCHUS U MApPOKCU3MAJbHBIX HApYIICHUW PUTMa HM3-32 BO3MOXKHOCTHU
HaJIU4Msl Y TAKUX TAIMEHTOB BPOKJICHHBIX MATOJOTHI U TEHETUYECKUX 3a00JIEBaHUM.
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