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CUHAPOM XUNMNENA-NNHAAY: ONMNCAHUE KTMHNYECKUX CNTYHAEB @
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AKTYAJIbHOCTb. CuHgpom Xunnena-finngay — pepkoe 3abonesaHve C ayTOCOMHO-LOMUHAHTHbIM TUMOM HacnefoBaHus,
XapakTepu3yloLieeca pa3BUTMEM PasfIMUHbIX onyxosnei: remaHrmnobnactomsl LIHC, peoxpomoLmnTombl, onyxonu nogxeny-
[IOYHOM »Kenes3bl, MoYeK, reMaHrMombl ceTyatku. MNprunHa — myTaumm B reHe VHL, kognpytowem 6enok-onyxonesbii cynpec-
cop.

LEJIb. OnncaHne KNMHUYeCKnX Cryyaes.

ONMUCAHUE CNYYAEB. NauvenTka K., 16 net. C 7 neT — ronosHble 60nu, runeprugpos. C 15 net — nogbem apTepuanbHOro
nasnexua (Al) go 140/110 mm pT.CcT,, Taxmkapausa. Mpu obcnegosaHny o6HapyKeHO NOBbILEHWE B CYTOYHON MOYe YPOBHSA
HopmeTaHedpuHa (664 mKkr/cyT, N o 277) n metaHedpuHa (555,0 mkr/cyT, N go 150). o gaHHbIM KOMMbIOTEPHOWN TOMOrpa-
dunm (KT), BU3yannsmpoBaHbl peoxXpoMOoLMTOMbI HafMOYEYHNKOB: B IeBOM — 0bpa3oBaHue pasmepamu 36x31x41 mm, B npa-
BOM — [iBa 06pa3oBaHuUA pasmepamm 22x19x24 mm 1 13x12x26 mm. MNocne goctukeHus Lenesbix 3HavyeHuin Al n nynbca
Ha Tepanuu anbda- n 6eTa-agpeHob0KaTopamm NPoBeaeHa [ABYCTOPOHHAA aApeHan3KToMMA, Ha3HauyeHa 3amecTuTenbHas
Tepanus rKo- U M1HepanokopTukongamu. Mo gaHHbIM NaTomopdoNornyeckoro NccefoBaHnA, MOATBEPXKAEeHa BYCTO-
POHHAA peoxpomoumToMa (Mo WwKane PASS 2 6anna). MNauyneHTKe NpoBeAeHO UccefoBaHMe NaHenn reHos «DeoxpomMoLmnTo-
Ma»: B reHe VHL o6Hapy»<eH naToreHHbI BapuaHT c.475A>G (p.Lys159Glu) B reTepo3nroTHOM NOnoXeHUN, YTO NOATBEPANIO
cuHgpom Xunnensa-JiuHpay. Mpu o6cnegoBaHn NaumeHTKn B 16 neT He oOHapyXeHO Apyrmx KOMMOHEHTOB 3abonieBaHUA
1 Npu3HaKoB peungmea GeoxpomoumnTom. AHanornuHaa mytauma obHapy»eHa y oTua NauneHTKN, CTpajatowero aptTepu-
anbHOW rmnepTeH3nen C OCNOXKHEHNAMY, 3anfaHNPOBaHO ero obcsiejoBaHMe. Y NnauneHTKM ectb ctaplumin 6pat (30 ner),
CTpagaoWwnn apTepunanbHOn rmnepTeH3nen, KOTOPOMY PeKOMeHA0BaHO reHeTUYecKoe TeCTUPOBaHME, HO K HacToALeMy
BpPeMeH OHO He NpoBefeHO.

Naumentka Ul., 13 net. C 11 net — runeprugpos, ¢ 12 net — nosbiweHne Al o 184/137 mm pt. cT. Mo aaHHbIM KT, o6Hapy-
XeHbl 06pa3oBaHUA HAAMOUYEYHNKOB: B 1eBOM — pa3Mepamu 46x34x48 mm, B npaBom — 23x17x15 mm. B cyTouHOI moue
0o6HapyXeHO MoBbIWeHKe YPOoBHA HopMmeTaHedpuHa fo 8132 mkr/cyT (N go 150) npu HopManbHOM YPOBHe MeTaHedpKrHa
(62 mkr/cyTkn, N fo 277). Takxe obHapyxeHbl fBa 00pa30oBaHMA NOAXKENYLOUYHON Xese3bl: Ha YPOBHE rofIoBKM pasmepamu
8x8 MM, Ha ypoBHe xBocTa — 12x12 MM. [laHHbIX 332 FOPMOHasIbHYI0 aKTUBHOCTb 3TUX 00pa3oBaHMI He nony4yeHo (rnne-
PUHCYNNHM3M UCKIOUYEH NO pe3ynbTaTam Npo0bbl C ronofaHneMm, a ypoBHM racTpriHa, COMaTOCTaHVHa Y rloKaroHa He Obinu
MoBbILEHbI). YUnTbIBasA coueTaHne GpeoxpomoLnToM C 06pa3oBaHNAMN NOLKENYAOUYHON XKene3bl, y NaLMeHTKN 3anogo3peH
cuHgpom Xunnena-JinHaay, KoTopbi NOATBEPXKAEH reHeTUYECKM TeCTUpoBaHueMm: B reHe VHL obHapy»eH naToreHHbIN Ba-
puaHT c.509T>G (p.Val170Gly) B reTepo3nroTHom nonoxeHuun. Y poguteneli naLuneHTKN MyTauma He obHapyXeHa (MyTauma
de novo). MNocne gocTmxeHna Lenesbix 3HaueHWn ALl n nynbca Ha Tepanum anbda- n 6eTta-agpeHobo0KaTopamy NpPoBeAeHa
[BYCTOPOHHAA afpeHan3KToMu1A, Ha3HaveHa 3amecTUTenbHas Tepanna rMioKo- 1 MMHepanokopTukomaamm. No gaHHbIM Na-
TomMopdOoNorMyeckoro nccnefqoBaHuns, NOATBEPXAEHa ABYCTOPOHHAA dpeoxpomoumntoma (no wkane PASS cneBa — 2 6anna,
cnpaBa — 0 6annos). Mpu obcnenoBaHny B 13 feT He NONyYeHO AaHHbIX 3a peunams GeoxXxpoMoLMTOM, HET Nporpeccum
B pa3mepax 06pa3oBaHUN NOLXKeNyAOUYHON Xene3bl Y He NOJTyYeHO AaHHbIX 338 UX TOPMOHasIbHY akKTUBHOCTb, APYIX KOM-
noHeHTOB 3aboneBaHnA He 0OHapyXeHo.

3AKJTIOYEHUE. leHeTuueckan BepudmrKkauma cuHapoma Xunnena-JiuHgay BaxHa ana nauveHTa (Mpy noaTBepKAeHUN au-
arHosa TpebyeTca perynsapHoe CKpYHUHIoBoe 06cnefjoBaHMe ANA BbIABNEHUA JPYTMX KOMIOHEHTOB) U FEHETUYECKOTO KOH-
CYNbTUPOBaHWA APYrMX YNeHoB ceMbu. Hamy npencTaBneHo onncaHve Kak eAUHCTBEHHOMO B CeMbe Ciyyas 3aboneBaHun
C MyTaumer de novo, Tak 1 CEeMeNHOro Ciyyas C yCTaHOBNEHUEM AMarHO3a Jpyromy usieHy cembM.
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