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HaLLI/IOHaJIbeII;I MEJIMLIMHCKHI HCC/IeI0BATEIbCKUI HEHTP SHAOKPHUHOJIOTHUH, N‘OCKB&I7 Poccust

B ocHoBe H3ydeHHs reHeTHYECKHX aCNeKTOB 3a00JIeBaHUiI OPraHOB SHAOKPUHHOH CUCTEMbI JIEKUT CTPEMJIEHHE pa3dpaboTaTh METO-
JIbl paHHeH IMarHOCTHKH, JiedeHnst M HaOumoeHust nauuenToB. Cuuapom doH [unnens—JInupay sBasercs reHeTHYECKH J1€TePMH-
HUPOBAHHBLIM 3200JIeBAHHEM, XapPAKTEPH3YIOLLUMCS MOPa’KEHHEM PA3JIMUHBIX OPraHoB M cucTeM. B cTaTbe MpuBeeH KJAHHHYECKHIH
cilyyail JieueHHs TIaLMeHTa C OTCJIOMKOH CeTUaTKH, KOTOpbIil BHepBble MOCTYNMHUJ B Xupypruueckoe otnenenne OI'BY « HMMUILL
sHAoKpUHOJIOrMH» Munanpasa Poccun ¢ xKano6amu Ha CyXoCThb BO pTy, obltyio ciadocts. [1pn nanbHediniem o6cnenoBanin o6Ha-
PY2KEHbI 1aToJI0OrHYecKHe U3MEHEHHs HA/IITOUYEYHHKOB, MOYEK, FOJIOBHOIO MO3ra, MOMLKETYI0YHON KeJ1e3bl, CeJIe3eHKH, CITHHHOTO
Moara. [lpejcTaBieHHbI KIMHHYECKUH Clydyall 1€MOHCTPHPYET HEOOXOAMMOCTb MYJBTHAMCUMIJIMHAPHOTO MOAXOAA K BEJIECHHIO
nalueHToB ¢ cunapomoM ¢on [unnensi—Jlunnay.
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The study of the genetic aspects of endocrine diseases is based on the aspiration to develop the methods of early diagnosis, treat-
ment and observation of patients. Von Hippel-Lindau syndrome is genetically determined disease characterized by damage of
various organs and systems. The article presents a clinical case of treatment of a patient with retinal detachment who was first
admitted to the surgical department of the Federal State Budgetary Institution « NMIC of Endocrinology» of the Ministry of
Health of Russia with complaints of dry mouth, general weakness. Further examination, revealed pathological changes in the
adrenal glands, kidneys, brain, pancreas, spleen, spinal cord. The presented clinical case demonstrates the need for a multidis-
ciplinary approach to the management of patients with von Hippel-Lindau syndrome.
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Beenenue. bosesus don [unnens—Jlunnay siBaser-
Csl HACJIE/ICTBEHHDBIM OIMyXO0JIEBBIM CHHAPOMOM, MPEIO-
JIaraloluM Pa3BUTHE Pas/IMUHBIX JOOPOKAYECTBEHHBIX
U 3JI0KAUeCTBEHHbIX HOBOOOPA30BaHHil (reMaHruobJia-
CTOMbl LEHTPaJbHOH HEPBHOH CHCTEMbl M CETYATKH
IJIa3a, OMyX0JiM BHYTPEHHETO yXa, KAPLMHOMbI M KHCThI
nouek, GeoXpPOMOLIMTOMbI, HEHPOIHIOKPUHHbIE OITYXO-
JIM U KMCTbI TMOJRKEJYJIOUHOH »KeJie3bl, LUCTaaeHOMbl
npuaaTka siMuka y My»KUdH U LHIHPOKOH CBSI3KM MaTKH
y JKEHIIMH). DTOT CHHAPOM BBISBJASETCS MPUOIH3HU-
tenbHo y 1 uz 36 000 uenosek [1]. 23 % naunentos ne
MMEIOT CeMeHHOro aHamHe3a 3abosieBanus [2].

Bnaronaps ycnexam reHETHUECKOTO TECTHPOBAHHUSA
BepuUKalus MyTaluil craja JOCTYTHOH, BCIENACTBHE
yero 00eCcrneunBaloTCs CBOEBpPEMEHHAs JMArHOCTHKA
¥ MEIUIIMHCKOE BMEIATENLCTBO, TPeayrnpexKatolye
UHBAJIMM3alMI0 W CMepPTh B MOJIOAOM BO3pacTe.
OnHako mocJieayrollee BejleHHe MalueHTa Tpedyer
MYJIETHIMCLMIIJIMHAPHOTO TOJX0/1a B LIEJISIX aKTHBHOTO
MOHHTOPHUHIA KOMITOHEHTOB 3a60JIeBAHUS ¥ BbISIBJICHHUSI
KCISILIMX» ONyX0JieH, MOTeHUHAJNbHO 006Jalalimx
arpeccHBHbLIM pecypcoM. B Hacrosiliielt cTaTbe Mbl MPH-
BOJIUM OMHCAaHWe KJHHHUECKOTO cJydyasi TauueHTa
¢ cungpomoM oH Tunnensi—JIunnay, neMoHcTpupyio-
LIET0 CJI0XKHOCTh JIMHAMHUYECKOTO BeJIeHHS GOJIbHOTO
C JIAaHHOH MNaTOJIOTHEH, HECMOTPSl Ha KJWHUYECKYIO
3aKOHOMEPHOCTb IBOJIIOIMH €70 COCTABJSIONINX.

Knunnueckuii cayuaii. [Taument C., 50 Jiet B siHBa-
pe 2020 r. BnepBble MOCTYMUJ B XUPYPrUUeCcKoe OTjie-
saenune OI'BY « HMULL sunokpuHosoruu» MuHsnpasa
Poccuu ¢ anob6amu Ha CyXoCTb BO Ty, 0OIILyI0 CJia-
6octb. [laupent cuuraer ce6st GosbHbIM ¢ 1995 1.,
KOrJa rnocJjie TpaBMbl OCJIeN Ha JieBblil 11a3 (oTcioika
CETYaTKH), JIMarHOCTUPOBAH MeMaHIMOMATO3 CETUATKH.
B 1998 r. nuarnoctupoBana GosieaHb ¢on Tunnesnsi—
Jlunpay. B 2011 r.— oTc/ofika ceTyaTKd Ha MpaBoM
riagy, y J04epu KJIMHUYECKH MOATBEPIKAEH CHHIPOM
tdon Tunnens—JIunnay (naHHble He TIpeaCTABJEHbI).
[IpoBoauIOCh TeHETHYECKOE HCCIE0BAHHUE (JIaHHBIE He
npenocrapiensl). B 2012 r. npu nposenennn Y3U
OPIOIIHOK MOJIOCTH BhISIBJIEHbI 06pa30BaHUs HA/IOUeu-
HUKOB, MOJRKEyI0UHOM XkKesesbl. B 2014 1. npoBeneHo
KT rosoBHOro Mo3ra (JIaHHBIX, CBHJETEJbCTBYIOIINX
0 HaJMuuKd 0OBEMHBIX 0OpA30BaHWil, He MOJIyUeHO).
B 2015 r. remodranbm ciesa. B 2016 r. nposeseHo
MPT roJioBHOro Mo3ra (JJaHHbIX, CBHJIETEIbCTBYHOLIMX
0 HaJIMuMK 06beMHbIX 00pa3oBaHuii, He noJydeHo). C
2016 r. exeroaHo npoxouut MPT rojioBHOro mosra
(lAaHHBIX, CBHJETEJILCTBYIOIIMX O HAJMUMH 0ObEMHBIX
ob6pasoBanuii, He mogyueHo). [To pesynbratam MPT
opranoB OpiolIHOH nosocT oT HosOps 2018 r.: 06b-
eMHble 06pa3oBaHkst 000UX HAJIMOYEYHHKOB, 06pa3oBa-
HUe B 00JIACTH TOJIOBKM TMOJXKENYIOUHON »KeJie3bl COo
CaBJEHHEM MaHKPEaTHIECKOTO MPOTOKA U MYJBTHKO-
CTO3HOEe HOBOOOpAa30BaHHE HA IPAHMIE XBOCTA W Teja
MOJKEJTYIOYHOM 2KeJIe3bl.

B mae 2019 r. nauueHT 661 MJIAHOBO MOCITUTAJIU3H -
pOBaH B OT/leJIEHHE TePATIEBTHUECKON SHIOKPUHOJIOTHH
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«HMWILL »sHpokpuHoJOrHU» s 0OCJae10BaHUS
1 BEPUPUKALMH KOMITOHEHTOB CHHIIPOMA.

B Xone rocnuranuzauuu NpHMEHSIJIMCh HHCTPYMEH-
TaslbHble METO/bl 00C/IeI0BaAHMUSI.

[To pesyasratam KT opranoB OpioiiHOH M0J0CTH
ot masi 2019 r. BbIsiBJeHbI: 06pa30BaHUs HAAMOYEUHH-
KOB 3JI0KauecTBeHHOTO (heHoTHna (puc. 1), runeppac-
KyJisipHble 00pa3oBaHusi B 00J1aCTH Tesla U XBOCTA MO -
JKENYIOUHOH 2Kesie3bl (puc. 2—4), pak npaBol MOUKH
(puc. 5), xucro3Hoe oOpaszoBanue npaBod nouku (IV
tun no Bosniak) (puc. 6), kucrosHoe oGpazoBaHue
ceJie3eHKH (pHc. 7), THIIepBacKyJisipHble 06pasoBaHUs
B 00J1aCTH CIHHHOIO MO3ra M <KOHCKOIO XBOCTa»
MaJibIX pa3MepoB (6oJsiee BepOsITHO — remaHruobJa-
crombl) (puc. 8, 9).

[To pesyabratam MPT rosoBHoro mosra ot mas
2019 r. BbIsiBJIeHBL: 06beMHbIe 00pa30BaHus B MOJyIlIA-
pusix Mo3Keuka (6oJiee BEPOSITHO — TeMaHTHOOJIacTO-
mbl) (puc. 10, 11), HEOAHOPOTHOCTL CTPYKTYPHI V1a3-
HbIX A6J10K (reManrnomaTos? ) (puc. 12).

[To pesynwratam MPT nossoHounnka ot mast 2019 1.
6e3 KOHTpacTUpoBaHusi OOBbEMHbIX 00pa3zoBaHU
MO3BOHOYHOTO KaHaJla He BbISIBJIEHO.

[To ¥Y3U moueBoro ny3bipsi, MOLIOHKH, TIPEACTATEb-
HOM 2KeJ1e3bl — 6e3 NaToJIorHH.

[To nauHbiM ocmoTpa odTajsbMmoJiora OT Mas
2019 r.— cyenora o6oux ias, aMmaBpo3, 3peJiast KaTa-
pakra.

B Xone rocnuranuzaiyu 1abopaTopHO MOATBEPKIE-
Ha (heoXpOMOLIUTOMA C TIPEUMYIIECTBEHHBIM HOpPajipe-
HaJIMHOBBIM THIIOM cekpellnu. [To pesysbratam ropmo-
HaJIbHOTO HccaenoBanus ot mast 2019 r.: HopmeTaHed-
pun (moua, cytkn) 6251,5 mkr/cyr; meranedpuH
(moua, cytkn) 97,1 MKr/cyT.

B xome Tekyuie rocnutanusauuu B supape 2020 .
BBIMOJIHEHA JIEBOCTOPOHHSIS JIaapOCKOMMuecKast ajipe-
HaJI9KTOMHUSI C OMyXOJIbIO.

[To nanubM MOPGOJOTHUECKOTO HCCAEN0BAHUS
Noc/eonepaluoHHOro  MaTepuana, oOHapyKeHHast
natoMopgooruyeckasi KapTiHa COOTBETCTBYeT (¢eo-
XPOMOLIUTOME Ha/INMOYeUHUKA.

[TaunenT Gbl BbIMKMCAH B YIOBJETBOPUTENLHOM
COCTOSIHHH, C PEKOMEHIALMSAMH MEPUOUUECKOTO KOHT-
poJIsl METHJIMPOBAHHBIX POU3BOJHBIX KATEXOJAMHHOB,
Ha6JmoIeHust 0(hTaabMOJIOra, €XKETOHOTO MPOBEIeHHS
KT 6promHoil mosiocTi (1 OUEHKH AMHAMHUKH pOCTa
00pa3oBaHUil OpraHoB OPIOLIHON MOJIOCTH W 3a0pio-
LIMHHOTO TPOCTPAHCTBA, HAJHUYHST OCIOKHEHHUS], pelie-
HHSI BOMpoca O HeOOXOAMMOCTH OMNepaTHBHOTO Jeye-
Hust ), MPT roJioBbI ¥ TO3BOHOYHOTO KaHaJa (/15 OlleH-
KH JUHaMUKK pocta obpasoauuii LIHC, peuienun
BOIpOCa 0 11€71eCO00PA3HOCTH OMEePaTUBHOTO JIeUeHHs,
aJlblOBAHTHOH Teparnuu), 00s13aTeJbHOr0 MPOBEIEHHS
y OJIM3KUX POJCTBEHHHKOB I'eHETHUYECKOTro HCCJ/IeNoBa-
Hust resa VHL ¢ 11e/1blo TOUCKA reTepO3UroTHON MyTa-
unu R167Q. B ciyuae o6GHapy:keHUs1 y POJICTBEHHUKOB
MyTaluu resa VHL nokasaH CKPHHHHT C L&JIbIO paHHe-
ro BbISIBJICHHS] F€MaHIHOMATO3a CETYATKH H OMyXxoJei
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Benosnas haza [TosnHsst otcpouerHas dasa (15 MUHYT)

Puc. 1. MCKT opranoB 6pioiiiHo# nosiocTd 1 3abpiotiinHHoro npocrpatncersa ot masi 2019 r. O6paszoBanusi HA/INOUYeUHH -

KoB 3soKauyectBeHHOro KT-heHoTumna (10 faHHBIM THCTOJIOTHYECKOTO HCCIeoBaHHsT — (DEOXPOMOLIMTOMA HAMTOYEUHHKA )

Fig. 1. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Tumors of adrenal glands malignant
CT-phenotype (according to histological analysis — pheochromocytoma of the adrenal gland)

Benosnas chaza Otcpouennas hasa

Puc. 2. MCKT opranos 6pioliHoi rnoJsioctd v 3a6piotiiiHoro npocrpanersa ot mast 2019 r. [unepsackysisipoe o6paso-
BaHHe KPIOYKOBHIHOTO OTPOCTKA MOKEJYIOUHOH 2Kele3bl
Fig. 2. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Hypervascular tumor of the hook-
shaped process of the pancreas

95



DIAGNOSTIC RADIOLOGY AND RADIOTHERAPY No. 2 (14) 2023

Benosnast chasa OrcpouenHast (hasa

Puc. 3. MCKT opranoB 6proliiHoi nosiocTH U 3a6pioliiiHHoro npoctpaHera ot mMasi 2019 r. MysisrukucrodHoe o6pa3oBa-
HHUe XBOCTA MOKENYI0UHON Kese3bl (HanboJsiee COOTBETCTBYET CEPO3HOH 1IMCTaleHOME XBOCTA TTOILKEITYI0UHOH 2KeJle3bl )
Fig. 3. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Multicystic tumor of the tail of the

pancreas (most suited to serous cystadenoma)

Benosnas caza OrcpouerHast pasa

Puc. 4. MCKT opranos 6pioliHo# noJsioctd v 3a6piotinHHoro npocrpanersa ot mast 2019 . [unepsackysisipoe o6paso-
BaHHe XBOCTA MOKETYIOUHOH JKeJIe3bl
Fig. 4. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Hypervascular tumor of the tail of
the pancreas
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Aprepuasnbhast pasa

Benosnas haza Otcpouennast hasa
Puc. 5. MCKT opraHoB OptollIHOH MOJIOCTH W 3a6pioliMHHOrO pocTtpaHcTa ot Mast 2019 r. O6pazoBanue npaBoil

MOYKH (HanboJiee COOTBETCTBYET Cr)
Fig. 5. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Tumor of the right kidney (most suited to cr)

Benosnast baza OtcpouenHast dasa
Puc. 6. MCKT opranoB GpIOLIHON MOJIOCTH W 3a0PIOLIMHHOTO MpocTpaHcTBa oT Mas 2019 r. Kucera nouxu (Bosniak [V)
Fig. 6. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Renal cyst (Bosniak [V)
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BetosHast (hasa OtcpouerHas dasa

Puc. 7. MCKT opraHoB OpIoIIHOH MOJIOCTH U 3a6PIOLIMHHOTO MpocTpaHcTBa oT Mas 2019 . Kucra cenesenku
Fig. 7. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Cyst of the spleen

OtcpouerHas dasa

BenosHast asa

Puc. 8. MCKT opranos 6pioliHoit noJsioctd v 3a6piotinHHoro npocrpanersa ot mast 2019 . [unepsackysisipnoe o6paso-
BaHHe CITMHHOTO MO3ra Ha ypoBHe 1o3BoHKa Thy| (Han6osiee COOTBETCTBYET reMaHrHOGaCTOME )
Fig. 8. MDCT of the abdominal cavity and retroperitoneal space from May 2019. Spinal cord hypervascular tumor at
the Thyj vertebra level (most suited to hemangioblastoma)
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Puc. 9. MCKT opranoB GpioliHOl MoJIOCTH W 3a6PIOIIHH-
Horo npoctpancerBa ot Mast 2019 r. TunepBackyJisipHoe
o6pa3oBaHye CITMHHOTO MO3Ta Ha YPOBHE T103BOHKA S|

(HanGoJiee COOTBETCTBYET reMaHrHOGJIaCTOME )

Fig. 9. MDCT of the abdominal cavity and retroperitoneal

space from May 2019. Spinal cord hypervascular tumor at

the Sy vertebra level (most suited to hemangioblastoma)

T1 se+C sag

pasJiMyHbIX OpraHoB. Bpemsi u cTeneHb 3TOro nopaxe-
HHUS ONpeaensiioT BbIOOp BpeMeHH U MEeTOA0B HabJlioje -
HHS 32 TAKMMU NauyeHtTamu. B oTHoleHuu runepsac-
KyJIsIpHOTO 00pa3oBaHUsi KPIOUKOBHIHOTO OTPOCTKA
MOJLKEJTYJIOYHOH 2KeJe3bl PEKOMEH/IOBAHO OIpejieieHHe
OUOXHMHUYECKHX MAPKEPOB, ACCOLIMHPOBAHHBIX C THTIEP-
(hyHKUMOHAJBHBIMH CUHAPOMAMH; B OTHOLLIEHHH 06pa-
30BaHUU MNpaBOM TMOYKH — KOHCYJBTALUSl YypoJora-
OHKOJIOra JJIsl pelleHHsl Bonpoca o6 ornepaTHBHOM
JIeYeHUH.

Oo6cyxnenure. Cunjgpom don [unnens—JIunnay
(VHL) BoisiBaisiercst npu6ausutesnsio y 1 us 36 000 yeso-
ek [1] n BLi3Ban MyTaumeii B 3 (3p25/26) xpomocome,
KOTOpast KOJAMpyeT el nojabyeHust pocta onyxoad VHL
[2]. VHL-cunnpom xapakrepusyercst pa3BUTHEM reMaH-
ruo6aiactom ceryatku miasza (45-60%) u LITHC (44—
72%), GunarepanbHoii M MyJIbTHOKAILHOM M depeH-
uupoBanHoii Kapuunombl (40—-70%) ¥ noJMkHcTO3a
nouex (45% ), heoxpomouutombl (7—-26% ), kuer (75%)
M HeHpO3HIOKPHHHBIX omyxoseit (17 % ) nowkesyiouHoil

TI se+C ax

Puc. 10. MPT rosioBHoro mo3ra ot mast 2019 r. TuneppackyJisipnoe 06pa3oBaHue JIeBOTro MoJiylliapusi Mo3»Keuka (Hau-
6oJiee COOTBETCTBYET reMaHrHOG1aCTOME )
Fig. 10. MRI of the brain from May 2019. Hypervascular tumor of the left hemisphere of the cerebellum (most suited
to hemangioblastoma)

T1 se+C sag

Tl se+C ax

Puc. 11. MPT rosioBHoro mosra ot mast 2019 r. Tunepsacky/sipHoe o6pazoBaHue MpaBoro NoJyiapust Mo3:Keuka (Hau-
60J1ee COOTBETCTBYET reMaHrno6aacTome )
Fig. 11. MRI of the brain from May 2019. Hypervascular tumor of the right hemisphere of the cerebellum (most suit-
ed to hemangioblastoma)
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T2 tse ax

»KeJie3bl, Manu/IsPHON LUCTaeHOMbI MPUIATKA SIMUKA
Y My?KUMH U LIMPOKO# CBSA3KH Y keHLmH (26 % ), oryxo/u
supouMparnueckoro Merouka (10%).

T2 se+C ax

Puc. 12. MPT rosioBHoro moara ot mast 2019 r. AHrHoMaTo3 ceT4aTku
Fig. 12. MRI of the brain from May 2019. Retinal angiomatosis

[epmunanbuble  mytauun  VHL — Hacaenytores
10 ayTOCOMHO-/IOMMHaHTHOMY THy. [ToHnmanue nato-
reHesa 3a00J1eBaHUsl Ba’KHO B BbIOOpE ONTHMaJIbHOIO

TabGnuia
KanuHnueckas knaccudukauus
Table
Clinical classification
KnvHnueckue nposiBjieHust
Tun VHL-cunnpoma
reMaHruo6/1acToMa ceT4aTKu remanruo6sacroma LIHC KapUuHOMa Mouku | cheoxpomouuroma | onyxosu [THK
VHL tun 1 + + + - +
VHL tun 2A + + - + +
VHL tun 2B + + + + +
VHL tun 2C - - - + ?

Knunnueckasi knaccudukauus (Tabnuia), oCHOBaH-
Hast Ha KoppeJsuusix (eHOTHNa M TEeHOTHIa, JEeJHUT
3aboJieBaHle Ha JIBa THMA: TUI | XapakTepuayercs noJi-
HbIM (PEHOTUITHUECKUM MPOSIBJIEHHEM (TTOpaKeHHe CceT-
yaTku, kucthl uan onyxosu [IHC, nankpearuueckue,
MoYeUHbIE H CeJIE3EHOUYHbIE KHCThI, COTH/IHBIE aHKpea-
TUYECKHE OIYXOJIH, pexKe aleHOKAPLUUHOMbI, KapLHHO-
Mbl TOYEK, IMCTAJECHOMbI STUAUIUMYCA W OIMYXOJb
IH0AUMPATHIECKOTO MellouKa ), HO 6e3 (heOXpOMOLLH -
tombl. Tun 2, nporekatoluii ¢ HeoxXxpoMOLUTOMOH, MOJ1-
pasjiesieH Ha MOATHIbE 2A ¢ HHU3KHM DHCKOM paka
1o4KH, 2B ¢ BbICOKHM pUCKOM paka nodkH, 2C, npea-
CTaBJIEHHBIH TOJILKO (heOXPOMOLIUTOMOH [3—5].

Caenenus 06 aBTopax:

BpPEeMEeHH Hayajla CKPUHHHIA MalLMEHTOB C CHHAPOMOM
VHL Ha npeaMeT Hauuusi pa3iuyHbIX OMyXoJel W UX
COOTBETCTBYIONIETO JieueHus [6].

3akatouenue. [ IpencraBieHHbIN KITUHUUECKUH CTydai
nojATBepKIAeT, uTo cunapoMm ¢on lunnens—Jlunnay
SIBJISIETCS] TSKEJION COUeTAHHON MaTosiorueit, TpedytoLei
MYJIBTHAUCLMIVIMHAPHOTO MOAX0Aa K 006C/1e10BaHMIO,
JIeueHHIo W HabJttofleHuIo. BBuy BbICOKOF NeHeTpaHTHO-
CTH MaTOJIOMMYECKOro 'eHa paHHee reHeTHyeckoe obcJe-
JIOBaHWE W BBISIBJIEHUE HOCHTEIEH MyTalMH TO3BOJSTIOT
MPOBOJIUTH PEryJIsIpHbI CKPUHUHT CIEKTpa COCTABJISIO-
UIMX €ro naToJIorud Jiisi oOecrneuyeHus CBOEBPEMEHHOM
JIUArHOCTUKH U JICYEHHSI.
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