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CMHOPOM HACNEOACTBEHHbBIX MAPAI'AHIITIMOM 4 Tuna: OINNMMCAHUE KITMHUYECKOI'O CJTYYAA

BBEOEHWUE

[laparaHrnMombl — 3TO peadkue HEeMPOIHOOKPUHHbIE OMyXOornu, BO3HUKAKOLWIME M3 CUMNATUYECKUX WIM MNapacuMnaTUY4ecKux HEepBHbIX raHrnueB. KnuHuyeckass kapTuHa 3aBUCUT OT
riokanusaunm naparaHrnmomMbsl U cekpeLumn katexonammHoB. B 85% cny4yaeB naparaHrnmomMbl ABMAIOTCA TOPMOHANIbHO aKTUBHbLIMU U KITMHUYECKU NPOSABNAAIOTCA apTepuanbHON runepTeH3nen,
Taxukapamen n gpyrumMmm npusHakamm n3odbitka katexonammuoB. [1o 40% cnyyaeB Bcex naparaHrinMomMm accoLumpoBaHO C HacneaCcTBEHHbIMU cuHapoMaMu. [JaHHOe coobLLleHne NOCBALLEHO
OMWCaHMIO NapaaopTanbHOWM NaparaHrmMoMbl B paMKax CUMHAPOMAa HacneACTBEHHbIX naparaHrmmom 4 Tuna BceneacTBMe MyTaumm B reHe SDHB, kogupylowem CUHTES
cyKUnHaTaernaporeHasbl B. [MaparaHrnmombsl Npu AaHHbIM CUHAPOME XapakTepuaytoTcs boree 3noka4yecTBEHHbIM TEYEHNEM U TEHOEHLMEN K MEeTacTaTUYeCKOMY MpoLLeccy.

OMNCAHUE KITMHNYECKOI' O CJTYHAA

Manbuuk, 14 net. BnepBble obcnengoBaH B 13 neT no noBoay anobd Ha noBbllleHWe apTepuanbHoro aasneHua (AL) oo 200/110
MM.PT.CT., CONpoBOXAatoLleecss TOLWHOTOM M PBOTOWU, YyYalleHHbLIW MNynbC, 4YacTble rofioBHble Oo0nn. BbIABNEHO MOBbLILIEHNE YPOBHS
HopaapeHanuHa B cyToyHoun mode (550 mkr/cyTt (15-80)) npu HopmManbHOM YPOBHE agpeHanuHa. Y nauymeHTa 3anogo3peHo Hanumyue
KaTexonaMuH-cekpeTupyrowien onyxonu, Ho no AgaHHbiMm KT n MPT OprolwHON nMonoctn m 3abplolLIMHHONO NPOCTpPaHCTBA OOBbEMHbLIE
obpa3oBaHNA OOCTOBEPHO He Bu3yanuaunpoBanucb. B Bo3pacte 14 net 6bin rocnutanusnposaH B HMWL sHOookpuHonorn ¢ UEnNbLo
YTOYHEHUSA NToKannsaumm obpasoBaHUs U NPOBEOEHNA XUPYPITMYECKOIro fIeYEHUS.

Ha momeHT rocnutanundauymmn. poct 172 cm (SDS 0.8), Bec 61 kr, UMT 20.62 kr/m2 (SDS 0.61). Al 135/80 MM.pT.CT. (HAa pOHe Tepanuu
OOKCa303nHOM), Taxukapama (112 ya/mun). JlabopaTopHble TeCTbl. NoBbILLEHWE HOpMeTaHedPUHOB CyTOYHOU Moun Ao 6048.9> MKr/cyT,
MeTaHeM@pPUHLI B nNpegenax HopmanbHbIX 3HadeHuW. C uenbio BU3yanm3auum Onyxosiu, CEKpeTupylowlen kKatexonamuHbl, NpoBeaeHa
cunmHTurpadpua c 123l-metamoabensunryaHngnHom (MIBG) ¢ ODIKT-KT: obHapyxeHO 3abplolIMHHOE MArKoTKaHHOE obpas3oBaHue
napaaopTalibHO crnpaBa pa3mepamun 33x21x32 MmM. [locne npeaBapuUTenbHOW npeagonepaLnoHHOW NMOAroToBKU NpenapatamMuy anb@a- wm
beTa-agpeHobnokaTopoB NnanapoToOMUYeCKMM OOCTYrnoM MNpoBedeHO yaareHue naparaHrnmombl cnpasa. Mopdonornyeckaa KapTuHa
COOTBETCTBOBasia BHeEHaANO4Ye4YHUKOBOW naparanrnuome (3 O6anna no wkane PASS). B nocneonepauMoHHOM nepuoae YpPOBHWU
MeTabosIMTOB KaTeXoslaMMHOB B MOY€ HOpMarn3oBanmcb, OTMEHEHaA Tepanusa agpeHobnokaTopamu.

[TauneHTy npoBedeHO uccnegoBaHME MaHenn reHoB, acCoUMMPOBAHHLIX C pas3BUTUEM OEOXPOMOLIUTOM M maparaHrinmom, MeToaom
CEKBEHMPOBAHUA cneaylouwiero nokoneHna n B reHe SDHB B 4 3k30He oOHapyxeH naTtoreHHbln BapuaHT €.343C>T, p.Argll5Ter B
reTepo3nroTHOM MonoXeHuu. IauneHTy anarHocTupoBaH CMHOPOM HacneacTBeHHbIX naparaHrnnmom 4 tuna. ViccnegosaHue reHa SDHB
NnpoBeJeHO MaTepU NaymnmeHTa, He UMEKLLEN KITMHNYECKNX MPOSsIBNEHUN 3aboneBaHUdA, Y KOTOPOU TakxXe BbiABieH BapuaHT €.343C>T B
reTepo3nroTHOM cocTtodaHun B reHe SDHB. 3annaHmnpoBaHo geTtanbHoOe obcregoBaHne MaTtepu naumneHTa.

SAKNNKOYEHUE

OnncaHHbIN cry4Yyan UNMICTPUPYET KITMHUYECKYIO 3HAYMMOCTb OYHKLMOHANBbHOW BU3yanm3auum 1 reHeTUYECKOro TeCTUpOBaHUA ANS
NaLuMeHTOB C naparaHrnmomMmamMmu n eoxpomoumMToMmamMmmn, YTo NOMOraeT B BbIbOpe onTUMarnbHOro fIeYeHnsa u peannsaumnm
COOTBETCTBYOLLEN NporpaMmMbl HAONOAEHUSA 3@ NAaUMEeHTaMn U YIIeHaMN NX CEMbMU.

Puc.1 CuuHturpacdma c 123 — MIBG + OPIKT-KT

Puc.2 MCKT + 3D — moaenupoBaHue
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