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KIMTMHUWYECKUN CINTYYAU OUATHOCTUKUN KAPHU-KOMIMMNEKCA Y NALUMEHTA C PAHHUM OEBIOTOM CUHOPOMA ULIEHKO
KYLUUHTA

BBEOEHWUE. KapHu-komnnekc — reHetn4yeckoe 3aboneBaHuMe C ayTOCOMHO-AOMUHAHTHbLIM TUMOM HacregoBaHUs,
CBA3aHHOE C MYyTauuamMm B TeHe perynaropHon a-cyoveanHuubl npoTtenHknHasbel A (PRKAR1A). ToyHas
PacnpoCTpaHEHHOCTbL MaToNorMm Heu3BecTHa, OAHAaKO B MUpe 3aperncrtpupoBaHo okono 750 crnydaeB cpeau
npeacrtaBuTenen pasnmyHbiX 3THUYECKUX Fpynnm.

HeaHOOKpUHHbLIE cocTaBnawwWwmne 3aboneBaHUsa BKMOYAKT B CeDA KOXHblE MNPOABMNEHUA B BUOE JEHTUIMMO3a,
MHOXECTBEHHbIX BECHYLUEK, ronyodbiX HEBYCOB, MATEH LIBETA «KOdEe C MOSIOKOM», KapAMOriorMyeckyto natonoruto —
MWUKCOMbI cepaua, Kapanomuonatuu, Takke obHapyXeHa B3anMOCBSA3b C BOSHUKHOBEHUEM KULLIEYHOIO MOMNmMno3sa.

N3 OHOOKPUMHHBLIX KOMMOHEHTOB 4alle BCero BCTpeyaeTcd nNUrMeHTHas MUKpOoy3enkoBas runepnnasna  Kopbl
HagnoyeyHukoB ¢ cuHapomoMm WueHko-KywmnHra (CUK), KpynHOKMNETOYHblE KanbLUWHUPOBAHHbLIE OMYyXOSIM KNETOK
CepTtonu, onyxonn WUTOBUOHOU U MOJSIOYHOW XXene3, pexe — ropMoHanbHO-akTUBHble ageHomMbl runodpusa. CUK
BCTpeYaeTca KpanHe peako u coctaenget 15—-20% aHAOreHHoro cuHapoma runepkoptuumnima y aeTen.
[lpeacTaBrneHHbIN  KIMUHUYECKNUA criydan yHuKaneH paHHum pebiwtom CUK B codeTtaHunm € MaKpokarnbLMHO3OM
TEeCTUKYI, YTO NO3BONN10 3anoao3puTb U noaTeepanTb Hann4yne mytaunm B reHe PRKARI1A.

OIMNCAHUE KITMHUWYECKOI'O CITYYHAA: nauneHnT M, ypoxeHel TagXukuctaHa, snepsblie obpatunca B ®I'bY «HMWL sHaookpuHonorum» B Bo3pacte 9
NeT ¢ >Kanobamu Ha NPorpeccmMBHbIM HADOP Macchl Tena, 3agepXKKy PocTa, MMNeEPNUMrMeHTaLunio KOXHbIX MOKPOBOB, MOBbLILLUEHHYIO NOTINBOCTb.

[TogoOHble Xarnobbl nosiBUNUCb B BOo3pacTe 4x neT. Bpayamu no MecCcTy XUTeNbCTBa AMArHOCTUPOBAHO LEHTparibHOE MpeXxaeBpeMEHHOE MOSI0BOE
pa3BuTME, MO NOBOAY Yero, naumeHT nonyyan tepanuto aHanoramu [ H-PI' oo HacTogallen rocnutanmsauun.

[Tpn noctynnenmn B HMWL, sHaokpuHornornn obpawianu Ha cebsi BHUMMaHUE: BblipaXKeHHasi 3agepkka pocta (poct 114 cm, SDS pocTta: -3.58), oxupeHue (Bec 40 kr, UMT 30.7 kr/im?, SDS nmT: +3.40) C
nepepacnpegeneHmemMm noakoXHOW >XNUPOBOW KreTyaTknm no abgomMuHanbHOMY TUMy, «KIMMMaKTEPUYECKUN TOPOUK», CMYITIbIE KOXHbl€ MOKPOBbI C YepHbIM akaHTO30M B 00factu Wen U NoaMbILLEYHbIX
BnagmMHax, HannM4yme rneHTUro Ha cKrnepe npaBoro rnasa, npu3Haku yCKOpPeHHOro nosioBoro passutua: Tanner 3, aundkm no 10 mn, HanndymMem nanbnatopHO onpepgenseMbiX YNOoTHEHUA B NEBOM SUYKe,
XKENes3ncTon TkaHu - B 0bnacTu rpyaHbix xxenes. AptepunanbHoe aaBneHne ¢ TeHaeHUnen K nosbiweHuo 4o 125/80 MM.PT.CT.

Ha ocHOBaHMUW HapyLIeHUA CYTOYHOM cekpeuunn koptusona (605.7 n 679.7 HMoNb/N B paHHUE YTPeHHUE U BeYepHUe Yacbkl, COOTBETCTBEHHO), HM3Koro AKTI npu oueHke putma (1 nr/mn ytpom n 1 nr/mn
BEYEPOM MPU HOPME OT 7), a TaKkKe BbICOKOro cBOOOAHONo KoOpTM3ona cyTodHou mMoun obin noareepxaeH AKTI-He3aBuUcUMbIU reHes3 runepkoptuumama. o gaHHbIM MynbTUCNMparibHOM KOMMNbIOTEPHOW
TOMoOrpadoum OpHLLIHOM MOMNOCTU C 3a0PHLLMHHBLIM MPOCTPAHCTBOM BU3yanun3mpoBaHa OBYXCTOPOHHSAA y3enkoBas runepnnasvg HagnoveydyHukoB. [poBeaeHHoOe ynbTpa3ByKOBOE MUCCiegoBaHUE MOLLOHKM,
oOHapyXnno obpasoBaHnUa 000OUX ANYEK C MHOXECTBEHHbLIMU MaKpoKarnbLnHaTamMmn. Ha ocHoBaHMM BhiLLENEPEYUCTIEHHbIX Pe3ynbTaTtoB 00cneaoBaHns 3anogo3peH KapHu-komnnekc.

[Tpn cekBeHnpoBaHum no CaHrepy B reHe PRKAR1A obHapyXeHa BEPOATHO NaToreHHas retepo3vrotHaa mMytauus B 3 9K30He, nNpuBoadllaa K geneumn 1 Hykneotmaa v cOABUTY paMKU CUHUTbIBAHUA C

npexxgeBpeMeHHOM TepMUHaLIen TpaHenaummn Yepes 29 kogoHoB. PebeHky npoBegeHa ogHo3TanHasa ABYCTOPOHHAS aApeHanakToMUs ¢ NOCNeayloLWmnmM Has4yHa4YenemMm 3aMecTUTENbHOW Tepanmen MmHeparno-
N IMIOKOKOPTUKOMOAaMM.

SAKITIOYEHUE: KapHu-komMnnekc — KpavHe pepkoe MynbTUCUCTEMHOE TreHeTun4yecKkoe 3aboneBaHMe C BapuabenbHOU KIMHU4YECKOUM CUMMMNTOMATUKOWU, 4TO npepnonaraeTr
MeXxaucuunnmHapHoe BeOeHue Takux 6onbHbIX. lpeacrtaBrieHHbIU KIMMHUYECKUN criyyan oTpaXKaeT BaXXHOCTb pPaHHEU MOJSEKYnspHO-reHeTU4Yeckon Bepudukauum un nedvyeHmnsa KapHu-
KOMMNnekKca.
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