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Pak okonowMtoBMaHOU Xerne3bl Yy pebeHkKa, accoummpoBaHHbIU ¢ myTauueun B redHe CDC7/3

BBEOEHUE.

KapumnHoma okonowmtoBuaHoun xenesbl (OWK) vy oeten BcTpeyaeTca KpavHe peaKo, 4yawie HOCUT crnopagvvyecKkun Xapaktep,
OOHAKO MOXeT ObiTb accouumMpoBaHa C Hanu4iMemM repmMmHaribHoM MyTtaumu, B TOM 4ucrne B reHe CDC73. EAMHCTBEHHbIM
3 PpeKTMBHLIM MEeTOAOM JieYeHUA KaK MNMepBUMYHOM ONyXosiu, TaM WU MeTacTa3 fABNAETCA XUPYpruyeckun, BBUAY HU3KOU
YyBCTBUTESIbHOCTU NOCNeAHUX K XMMNO- UK JTy4eBOU Tepanuu, K NOMOLLUU KOTOPbIX NpuberaroT B peakux crydasnx.

KMMHUYECKWUU CINTYYAW.

B 6 neTHem Bo3pacTe poauTerniu AeBOYKU CTarim oTMe4vyaTb HapyLueHne noxoaku, 6o5m B KOHe4YHOCTAX, X-obpa3Hoe UCKPUBIIEHUe
HOr C nocrieayrLwnm nporpeccupoBaHuemMm.

B 12 net BnepsBble 3anogo3peH MITIT: MTI 208 nmonb/n (1,9-6,9), doccdop 0,9 mmonb/n (1,45-1,75), kKanbuun odw,. 2,5 mmonb/n
(2,15- 2,55), 25(OH)Butamun D 8,0 Hr/mn. lMNMpu npoBeaeHnn Y3 BnepBblie BbIABNEHO y3510BOe OOpa3oBaHue B NMPoOeKuuun neBou
AONU WUTOBMAHOU XKene3bl 29x17x17 MM, pe3ynbTaTbl TOHKOUroNbHOU acnupaunoHHoun Guoncum - ageHoma OLWLK. B 13 nert
BbINOJIHEHO CeNeKTUBHOe yaaneHne nameHeHHou nesou BepxHen OLLXK c gocTnkeHnem peMUCCUU; TMCTONONMYECKN - ageHoMa
O (onyxoneBble CTPYKTYpbl B MNPOCBETaxXx KPOBEHOCHbLIX COCYyAOB pacueHeHbl KaK MnpuBHeCeHHble B npouecce
NpPUroToBJiIeHNSA npenapara).

YuutbiBasa monoaou so3pact maHudecrtaumm NMIMMT pekomeHaoOBaHO MONEKYNAPHO-reHeTUYeCKoe uccriegosaHme metrogom NGS,
BbisiBJYieHa repMuHanbHas retepo3amrotHaa mytaumsa c.70 G>T, p. Glu24Ter B 1 ak3oHe reHa CDC73.

B 15 net noarBepxaeH peumpgusB [MIMMAT: MTIr 527 nr/imn, Ca++ 1,4 mmMmonb/n, oowun kKanbummn 3,05 mmonb/n, docodop 1,26
MMOJIb/f, KanbuMn B CYTOYHOU MouYe 5,2 mmonb/cyT. Mo paHHbIMm Y3WU:. B npoekuun yaaneHHon OLULK cneBa runoaxoreHHoe
obpa3oBaHue 8x4x6 MM, 4YTO COOTHOCUIOCHL C pe3ynbtaTtamu cumHtTUurpadumm ¢ 99mTc-MUBU ¢ ODPIKT-KT. ObpazoBaHume 6bINO
yOarneHo XUpypruyecku c npunexaiien Knet4atkom M MbillliaMu, rMCTOSIONMYECKN - MHBaA3UBHbIN POCT aaeHoKapuuHombl OLLXK
CONMMAHO-aribBeosIAPHOro CTPOEeHUsA B CKeneTHble Mbiwubl, npu UIMX BbisBNeHa yTpaTta akcnpeccuu napadpmndbpommHa.

B 16 netr o4vepegHoun peuumauB [T, npoBepgeHa remMuTupeouasaIKTOMUA crieBa C uncunateparibHoM nUM@aaeHIKTOMUEMU,
yaCcTU4YHOEe UcceYvYeHue Mblwl, KnetyaTtikm U dacuun. B cBA3M C nepcucteHumen 3aboneBaHuUs B nocrieayrouliemMm npoBeaeHa
TUPEOUAIKTOMMUA C yparieHUeM nperpaxeanbHbIX numMmdaTUyeCcKUxX Y3FiOB U KrneT4yaTkKu cnpaBa; a creaoM HapKnr4vnyHas
numdapgeaktomusa wenm cnpasa. o gaHHbim Y3U OULK B npoekuun ypaneHHOU Xxere3bl CnpaBa B HUXHEU TpeTu Lew
onpeaenanca Mexmbiwe4vyHbin numdoysen 9x12x8 Mmm, okpyrnon popMbl, MOHMKEHHOU 3XOreHHOCTU, HakannMBawLWnN n3oTon
Ha cuuHTurpadmm c¢ 99MmTc-MUBU ¢ ODPIKT, nopgo3putenbHbIX B OTHOWEHUM MeTacTasa. YuuTbiBasd He3adhdpeKTUBHOCTDL
npoBeAeHHbIX paHee 5 3TanoB XMPYPruvecKkoro rie4yeHmns B 18 neT - Kypc nyvyeBou Tepanmm Ha obnactb weun (COQLO 50 I'p), 4To He
NnpuUBENo K peMmccumn, ogHako B KOMMJieKce ¢ UMHakanbuetTom 45 Mr no3BOSIUIIO YaCTUYHO KOHTPOJSIMPOBaTb rmnepkarnbuuemMuio:.
MNTI 144 nr/mn, kKanbuun oobw. 2.59 mmonsb/n, pocdop 0,88 mmonb/n.

3AKINMIOYEHUE.

[Mpyn Hann4Yuun KOoCTHbLIX AedopmMauun y ageten HeobxXxoaAuMO onpeperneHne ypoBHsa odowero kanbuusa u MNTI aAna ncknrwYveHus
MIMT. B cnyyae maHndectaumm B MONoAOM BO3pacTe peKoOMeHA0BaHO reHeTU4Yeckoe tectupoBaHue. [pu BbiIAsBNeHHOU
myTauum B reHe CDC73 cneayeT NOMHUTbL O NOBbILWLEHHOM puUckKe pa3Butua paka O, 4To MoXxeT NOBNUATL Ha XUPYPruvecKyro
TaKTUKY.

XpomaTtorpamma 1 3k3oHa reHa CDC73.
[[epMMHanNbLHaNA retepo3uUroTHasd Mytauus
c./0G>T, p. Glu24Ter B 1 ak30He reHa CDC73

(cBepxy) n HopManbHasa nocrieqoBaTesfibHOCTb (CHU3Y).

* [losiBNeHue nepBbiX CMMNTOMOB

 AnarHoctuposaH [I'MT, BbiIABNeHo o6 bemMHoe obpazoBaHme OLLXK

« CenekTuBHasa ageHOM3IKTOMMSA, rmctonornvyeckm ageHoma OLLK (owmn604HO)
* BbisBneHa mytauus B reHe CDC7/3

e Peunaus MNIMT
* YoaneHune HoBoobpa3oBaHua OLLUXK, rucrtonornyecku - UHBa3uUBHbLIN POCT aaeHoKapumHombl OLLXX B mbiwubl

e Peunaus MNIMT
 [eMUTUPEOUNOIKTOMUSA CreBa C uncumnartepanbHon nuMmdageHIKTOMUEen, YaCTU4YHOEe UccevYeHne MbILL, KNeTyaTKu u
dacuun

* [lepcucteHUumnsa 3aboneBaHuA
 TupeonaaKToMuA ¢ yaaneHmem npertpaxeanbHbiX NTMMdaTUYECKUX Y35I0OB U KNeT4yaTKu cnpaBa
 HagknrounyHaa numdoanesaktomMmus Leun cnpaBa

 JlyyueBasa Tepanusa Ha obnacTtb Weun (MeTactaTuvyeckoe nopaxeHume numdgarnyeckoro ysna): COL 50 INp (pa3oBan
oyaroBas no3a — 2,0; konnyectBo ppakumm — 25) c NnoNoXNTeribHOU AMHAMUKOUN NoKa3aTerieun Kanbuus CbIBOPOTKU

PucyHok 1. (A, b) KapunHoma OLLLXK, muto3s (cTtpenka). PucyHok 2. (A) PeunauB paka OLLK, nHuBa3suna B markue
(B) 9xkcnpeccusa MNTr. (IN) YTpaTa akcnpeccuun napadpmndbpommHa. TKaHUW U CKeneTHble Mbiwubl. (B) YTpaTta 3akcnpeccumn
O B I GRS R PR W T napacdpmnbpomuHa.




