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MwuH3gpasa Poccuun, MockBa, Poccus

TsaXXenoe Te4yeHUe NepPBUYHOro runepnaparumpeosa, ooycnosneHHoe mytaumeun B reHe CDC73

BBEOEHUE

[lepBuyHbIN  runepnapatupeos ([1ITIT) — 3aboneBaHne, o0OycNoBNEHHOE rUNEPNPOAYKLUMNEN
napatropmoHa (I'1TI) npn BbLICOKOM YypPOBHE KanbLUWA, B CrieacTBME NATONOMNMM OKOMOLMTOBUOHBLIX
xenes (OWPK). Cpean npuumnH [1ITIT BblgenarT CUHOPOM rUNepnapaTtmpeosa C  OnyXorsibio
yencTn, obycnosneHHoe mytaunamm B reHe CDC73 , KoaupyroLwmnn reH-cyrnpeccop OrnyxoneBoro
pocTa — napadnodpomMuH.

OnuncaHve KNMHU4YeCKoro criy4yas

[TaunenTka Y. B 16 net rocnutanusnposaHa B PIbY «HMWU aHaokpnHonormm» B COCTOAHUW
Kaxekcumn, pBoTa, BblpaXeHHaa runepcresnsd, 6onb B pebpax 1 KOHEYHOCTAX.

[lepeHeceHHble COCTOAHMUA. TPWXObl NEpPenioMbl KOCTEM BEPXHUX KOHEYHOCTEU B pPaAHHEM
BO3pacTe.

AHaMHe3 XXU3HMW.

3a nocrnegHne 3 Mecsdula y OeBOYKM OMArHOCTUPOBAHbI MHOXXECTBEHHbIE HU3KO TpaBMaTU4vecKue
NepenomMbl KOCTEN BEPXHUX WU HUMXKHUX KOHEYHOCTEW, KUCTa NpaBoun OedpeHHOWM KOCTWU, ouarwu
OECTPYKUMMN KOCTEW Tasa, 4depena, npaBoro nredva, rpyaoHom Knetku. [lpoBeaeHbl duoncua u
OpPEeHNPOBAHNE KOCTHOWM KUCTbl - AAHHbIX 3a MMWENOMHYK Oone3Hb He obHapyXeHo. BbinofHeHL
Muenorpamma, UMMYHOEHOTUNNPOBAHNE KOCTHOINO MO3ra — OCTPbIN NNENKO3 UCKITIOYEH.

[Mpu obcrnegoBaHuM B cTauMOHape:

Ca obw. 4.17 mmonb/n; Ca noH. 2.14 mmone/n; P 1.07 mmons/n, MTI 2151 nr/mn, obpa3oBaHue
npaBon HwkHen OLUDK, runepkanbunypmna  (kanbuuu/kpeatmHnH 1.35  MMonb/MMOnb),
HedpoKanbunMHO3. YCTaHoBMeH AuarHod «llepBuyHbI runepnapaTtupeos». Y4UuUTbiBas TSAXKeNoe
COCTOAHME MaUMEHTKM, MO pPEeLUEHUD KOHcUInyma, npoBeaeHa Ttepanusa [eHocymabom 60 Mr C
NONTOXKUTENBHBIM 3MEKTOM.

JleyeHue: NnpaBOCTOPOHHAA remuTmnpeongakromms, yoanedme onyxonun OLLX cnpaBa, ueHTpanbHas
numaagenakromua. o ructonormn — ageHoma OULK. Nlocne onepaumm otmedancsa BblipaXXeHHbIV
CUHOPOM «rofiogHbIX KOCTEW», rMnokanbumemMus, npoBoaunacb WHAY3NS PacTBOPOM [fIHOKOHAaTa
KanbLus.

ObcnepnoBaHne B 17/ net. aytupeos, [1TI 46,33 nr/mn; Ca obw. 2,24 wmMmMmonb/n,
Ca noH. 1,06 mmonb/n, P 1,24 mmonb/n. Y3 wwutoBngHon xenesbl 1 OLLXK - obbeMHble
obpa3oBaHua He BbisiBNeHbl, Y3W novek — HedpoKanbLNHO3.

O0OLlee cocTosHME NALUMEHTKN YNyYLLMIOCh, peKOMeHA0BaHO AMHaMMU4eckoe HabnogeHue,

3AKNMNIOYEHUE

[MTTIT y petenm wuMmeeT TAXernoe TevyeHne, B psae crydaeB 3aboreBaHMe MpoOTEKaeT
beccumntomHo. [lapaTupeongaktomuss aBndeTcs pagukanbHbiM mMmetogom nedenus [1TIT,
nocrie Kotopoun Habniogaetcs ynydlleHne oOLWero COCTOAHUA U perpecc cneungunyeckmnx
OCINOXXHEHUMN.

MATEPUAIDbI U METODbI
MonekynapHo-reHeTU4YecKkoe nccrnegoBaHme (nextgeneration sequencing, NGS) naHenu reHos,
repMnHanbHble MyTauum B KoTopbix npueoadar K passutuio [IMT1T: MEN1, CASR, CDC73, CDKNI1A,
CDKN1B, CDKN1C, CDKN2A, CDKN2C, CDKN2D, AP2S1, RET . B reHe CDC73 BbigBneHa
retepo3nrotHada mytauma c.176C>T:p. S59F.

3aboneBaHue

LLULWTOBUOHOW Xene3bl
(OLLDX), ocTeonopos,
nepenombl B 16 net, MKb

CeMeVHbIN aHaAMHe3

Ca obw — 2,88, o6pa30|3aH|/|e\
nesou BepxHen OLLPDK

reTepo3nroTHasl Mytauus B
CDC73c.176C>T:p. S59F

retepo3nrotHas mytauma B CDC/73 ¢.176C>T:p. S59F

MHOXeCTBEHHbIe o4Yarm gecTpyKkumm
pa3nIMYHOro pasmMepa n nokKkanmsauumm
0 reYyeHus

NOoONMOoOXUTteJsibHasd AUHAMUNKA

B BUae yBesqim4yeHums KOCTHOU MNJIOTHOCTN

nocrie re4YeHusA

%—J

ApeHoma OLLLX
]
KOHTAKTbI
beHnHa AHacTacus
PomaHoOBHAa

E-maill: ifeell996 @maill.ru



