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CHOPOM XUNNENA-NIMHAOAY: OIMUCAHUE KIMHUWYECKUX CITYHAEB

Cundpom Xunnensi-JluHOay — pegkoe 3aboneBaHWe C ayTOCOMHO-AOMWHAHTHLIM TUMOM HacnegoBaHUs, XapaKTepuaylolleecs PasBUTMEM pasfnnyHbIX onyxoren: remaHrnobnactomsl LIHC,

dpeoXpoMOoLMTOMbI, ONYXONN NOOXENYO0YHOW Xerneasbl, NoYek, reMaHrMomMel cetyaTtku. [pmnyumnHa — mytaumm B reHe VHL, kogupylowlem 6enok-onyxonesbi Cynpeccop.

lNauueHmeka K. 16 nem
C 7 net pgeBo4yky Oecrnokounu rorioBHble 6onu, runeprmnapo3. C 15 netr nogbem aprtepuarbHOro
nasnenna (A) oo 140/110 mm.pT.cT., Taxmkapaua. Npn obcrnegoBaHnm obHapyXEHO MOBLILLEHUE B
CYTOYHON MOYE YPOBHSA MeTaHedpunHa U HopMeTaHedpuHa (Tabn. 1)

Tabnuua 1

PesynbraTt PedepeHc
HOpMeTaHedpPUH 664 MKr/cyT <277
MeTaHePpPUH 555 MKr/cyT <150

[To gaHHbIM KOoMMblOTEpPHOU TOMorpadpumn (KT) BusyanmsmposaHbl peoXpoOMOLUTOMbI HAAMNOYEYHNKOB:
B NleBOM — obpasoBaHune pa3smepamun 36x37x41 MM, B npaBoM — OBa 0Opa3oBaHUA pa3Mepamu
22x19x24 mm n 13x12x26 mm. Tlocne OocTuKeHusa ueneBbiX 3HadeHun ALl v nynbca Ha Tepanuu
anbda- u OeTa-agpeHobrnokatopamn npoBedeHa [OBYCTOPOHHSAA agpeHan3kToMusi, Ha3HayeHa
3aMecTuTenbHaga Tepanma rmoKo- U MUHepanokopTUKongamum.

[To AaHHBIM NAaTOMOP@OSIOrM4YecKoro nuccregoBaHnUa NoATBEPXKOEHA OBYCTOPOHHAS doeoxXpomMoumnToma
(no wkane PASS 2 6anna). lNayneHTKke npoBegeHo uccrnegoBaHne naHenu reHoB « PeoxpomMoLnTomMa:
B reHe VHL oOHapyxeH nartoreHHbln BapuaHT c¢.475A>G (p.Lys159Glu) B retepo3nroTHom
NONOXeHun, YTo noaTeepanno cuHgpom Xunnenga-finngay. Npu obcnegosaHun nauneHTkn B 16 NeT He
OOHapy>XeHOo ApyrMx KOMNOHEHTOB 3aboneBaHUAa 1 NPU3HAKoOB peunanBa PeoxXpoMOLMTOM.

AHarnorn4yHasa myrtaums obHapyXeHa y oTua nauueHTKU, cTpaaalrollero ¢ aptepuanbHON rmnepTeH3nen
C OCINOXHEHUsMWU, 3anaHupoBaHO ero obcriegoBaHue. Y nauueHTKU ecTb cTtapuwun bpat (30 ner),
cTpagalolnn apTtepuanbHOU rmnepTeH3nen, KOTopomMy pekoMeHOoBaHO reHeTU4eckoe TecTUpoBaHue,
HO K HacTosdLlemMy BPEMEHN OHO He npoBeadeHoO.

[eHeTnyeckas Bepudukaumsa cmHgpoma Xvnnensa-finHgay BaxkHa ons nauueHTa (npu NnoaTBep)XaeHun anarHo3a Tpebyerca perynsapHoro CKPMHUHIoBoe obcneaoBaHns AN

lMayueHmeka L. 13 nem
C 11 net 6ecnokoun runeprnapos, ¢ 12 net otmedanucbh anusoabl noebieHnsa AL ao 184/137 mm pT. CT.
[To gaHHbIM KT obOHapyxeHbl obpasoBaHUd HaAMNOYEYHUKOB: B NEBOM - pasmepamun 46x34x48 MM, B npaBoM -
23x17x15 mMmMm. B cyToyHOM MOYe OOHapy)XeHO MNOBbILLIEHME YPOBHA HOPMETaHeMpuHa Npu HOpManbHOM YPOBHE
MeTaHedpunHa (Tabn. 2).

Tabnuua 2

Pe3ynbrat PedepeHc
HopMeTaHePUH 8132 MKr/cyT <277
MeTaHedPUH 62 MKF/CyT <150

Takke obHapyXeHO ABa oOpa3oBaHUA MOMXKENYOO4YHOWU Xenesbl: Ha YPOBHE rofIoBKM pa3mepamu 8x8 MM, Ha YPOBHE
xBocTa — 12x12 MmMm. [laHHbIX 3a ropMOHarbHY0 akKTUBHOCTb 3TUX 0O6pasoBaHUn He NOMy4YeHO

YuutbiBagd cCodETaHNE PEOXPOMOLIMTOM C 0Opa3oBaHUAMM NOAKENYAOYHOM XKEMes3bl, Y NauneHTKN 3anogo3peH CUHAPOM
Xunnensa-Jinngay, KoTopbin NoaATBEPXAEH rEHETUYECKUM TECTUPOBAHUEM: B reHe VHL obHapy)XeH naTtoreHHbI BapuaHT
€.509T>G (p.Val170Gly) B reTepO3UroTHOM MNOSIOXKEHUN. Y poauTenen nauueHTkn myTtaumsa He obHapyxeHa (MyTauus
de novo).

[locne gocTtumxeHusa uenesbiX 3HadYeHun ALl 1 nynbca Ha Tepanuun anbda- n beta-agpeHobnokaTopamMu MpoBeOEHA
NBYCTOPOHHAS afjpeHaNdKToOMus, Ha3Ha4yeHa 3aMecTUTernbHas Tepanusa rKo- 1 M1MHepanokopTukonagamu. o gaHHbIM
NaToMOpPdONIOrM4YeCcKoro nccneaoBaHns NoATBEPKAEHA ABYCTOPOHHAA dboeoxpomoumToma (no wkane PASS cnesa - 2
6anna, cnpaBa — 0 6annoB). [lpn obcneaoBaHun B 13 NET HE MOSIYYEHO OaHHbIX 3a peunanB PeoXpPOMOLIUTOM, HET
nporpeccun B pasmepax o00pas3oBaHUW MNOMKENYAOYHOW Xemnesbl M He NOSiydeHO [OdaHHbIX 3a WX FOpPMOHAalbHYIO
aKTUBHOCTb, APYrMx KOMMNOHEHTOB 3aboneBaHns He OOHaPYKEHO.

KOHTAKTbDI

Hukonaesa [Hapba CepreeBHa,
Bpay-opanHatop [HL &IbY
«HauunoHanbHbIN MeanUUHCKUU

nccnegoBaTeNbCKUA LEHTP
BbIABNEHNA OPYrMX KOMMNOHEHTOB) U T’EHETUYECKOro KOHCYNbLTUPOBaHUSA OPYruX YrieHoOB ceMbW. HamMmu npeacrtaBneHo onncaHne Kak eAuHCTBEHHOro B CEMbe cry4yas 3HOOKpUHONOrMM»  MuH3apaBa
3aboneBaHnsa ¢ myTaunen de novo, Tak U CEMENHOrO crny4vas ¢ yCTaHOBMNEHMEM AMarHosa Apyromy YneHy ceMbMm. v, Mockea.
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