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CEMEWHBINA N30JIMPOBAHHBIN I''IMKOT'EHO3 CEPAIIA
Hayunwtit pykosooumens: kano. meo. nayk, ooy. Huxonaeea H.B.
Kageopa snympennux d6onesneti No2 ¢ kypcom OITKull
Tomenvckuti 2ocyoapcmeentblil MeOuyuHckull ynugepcumem, 2. I omens

AKTYyaJlbHOCTb. [301MpOBaHHBIA TIJIMKOI€HO3 ceplla - 3TO PEIKOE HacleJICTBEHHOE
3a0oJeBaHne, KOTOPOE XapaKTepu3yeTcs HapyleHneM MeTaboIn3Ma TIIMKOTeHA U MOYKET NPHUBECTH
K CYyLIECTBEHHOMY YXYJILIEHHIO KadyecTBa >KM3HU. Tema HM30JMpPOBAHHOIO INIMKOI€HO3a cepiaua
aKTyaJdbHa JUIS MEIUIIMHCKOTO COOOIIecTBa, MOCKOIBKY 3TO peakoe 3a0ojeBaHue TpedyeT
JaTbHEUIINX HUCCIEAOBAHUM JUIsl YIydIIEHHUs] TUarHOCTUKH, JICYEHUs U yNPaBJIECHUS NallMeHTaMH.
[ToHnMaHKe MEXaHMU3MOB TEUSHHS ATOTO 3a00JIEBAaHHSI MOYKET TOMOYb pa3padoTaTh HOBBIE MOIXOIbI
K TEpaluy U IOBBICUTh KAUE€CTBO )KU3HH MAI[IEHTOB.

Heab: paccMOTpeTh cilydyald CEMEMHOTO M30JIMPOBAHHOTO TJIMKOI€HO3a W3 KIMHUYECKOU
IPAaKTUKHU, OOpaTUTh BHUMAaHUE HAa OCOOCHHOCTH KIMHUYECKOIO MPOSBICHUS U TeMOAMHAMUKHU
ManueHTa ¢ JaHHBIM 3a00J1€BaHUEM.

Marepuanbl U MeToAbl. Bl MPOBEAECH PETPOCIEKTUBHBIM aHaIM3 UCTOPUU O0JIe3HU
BBISIBJIEHHOT'O CJIy4yasi CEMEHHOI0 M30JIMPOBAHHOIO IJIMKOreHo3a. JInuHelid ompoc, cOop aHamHe3a
KM3HU U aHaMHe3a 3a00JIeBaHus Yy MallUeHTa.

PesyiabTrarel M ux o0cyxneHue. 3a0osieBaHUE, INPU KOTOPOM TIpaHyJbl TIJIMKOI'€HA
OTKJIA/IBIBAIOTCA B MUOKAap/e, Ha3bIBaeTCs M30JMPOBAHHBINA INIMKOI€HO3 ceplua. JTa ayTOCOMHO-
JOMHUHAHTHas popma reHeTndeckoi 601e3Hy, cBsa3anHas ¢ mytanueid rena PRKAG2, konupyromero
cyobenuHuLy Y2 5’aseHo3MHMOHO(pOc(AT aKTHUBUPYEMOM NPOTEMHKHHA3bl (KOHTPOJIb CHHTE3a
riMkorena). Berpeuaercst B MeHee 5% cilydaeB OT BCEX BBISIBJICHHBIX INIMKOT'€HO30B.

[Taniuent A., 55 net. Co cioB nanuenTa, cauraer cedst 60spHbBIM ¢ 2004 roma, Koraa BIiepBbIe
BO3HUKIIM 3MTU30/1bI CEPALIEONEHUS, COMTPOBOKAAIONINECS cT1a00CThIO M TOJIOBOKpYX)eHHeM. J[o aToro
MOMEHTa He HuMen mpobieM co 3a0poBbeM. 12.08.2004r oOpatuics ¢ 3TUMH CHUMITOMaMH B
PecniyOnukanckuii HayyHo-nipakTrueckuil nentp «Kapnauonorus» (PHIIL «Kapauonorus»), rae
ObUI TOCHHUTAJIM3UpPOBaH B Kapauosorndyeckoe otaeneHue Ne2. Jlamneie OKI: mapokcusm
¢ubpumsiunu npeacepauii (PI1) ¢ yacroroit cepreunsix cokpauienuit (HCC) 125 ya./mMun, snuzoant
cunycoBoil opaaukapauu ¢ YCC 50 ya./MUH U HapylLIeHUs] BHYTPHUKEITYI0YKOBOW MPOBOJUMOCTH.
Hannbie 5x0KI': cummeTpuyHas runeptrpodust MEeXKeIyA09KOBONW Meperopoaku 0e3 oOCTpyKUuu
BBIHOCSILETO TpakTa JieBoro skenyaouka (JDK), ymepennas numaranus JieBoro mpezacepaust 0e3
nunataruu JIK, coxpanennas ¢pakiust Beiopoca (OB) JIK 62%, ymepennas gunaramnusi mpaBoro
KeIyJJouKa M JUACTOJMYecKass TUCPYHKLHUS TCEBJOHOpMalbHOro THma. CHMKEHHE I100abHON
U peruoHanbHOU nponosbHoi aedopmanuu JOK nmo nannubiM 2D Strain. beut BbICTaBlIeH OUarHos:
runeprpoduyeckas kapauomuonarus (I'KMII), neoOctpykTtHBHas ¢opma. CunapoMm craboctu
cunycoBoro y3ia (CCCY): cunnpom Taxu-Opaaukapanu (mapokcusm OII, cunycosas Opagukapaus).
Nmnnanranus OKC B pesxxume DDDR (2004r). H I (NYHA II). B 2009 rogy Osplna mpoBeneHa
penmianTanus OKC.

BoiBoabl. [lo wuTOramM reHETHYECKOro TECTHPOBAaHUS Y mMauueHTa A. Obul HaiileH
mytupoBaBimii TeH PRKAG2, oTBeTCTBEHHBIH 3a pa3BUTHE U30JMPOBAHHOTO TIIMKOTEHO3a Cep/IIa.
[To3nHee aHaMOTHMYHBIA TECT ObUT BHIMOJHEH JUIS ChIHA JAHHOTO narueHTa (mamueHt b., 28 ner),
KOTOPBIH TaK e BBISIBIJI HAJIMYHME MMaTOJIOTMYECKOM MOCIIeI0BaTeIbHOCTH T€HOB.
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