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AHHOTALUUSA:

Y naumenTa 27 neT, NpooneprupoBaHHOro Mo NMPUYMHE HAXOXASHUA MOUYSYHO-KNIETOUHOMo paka
CBETOKNIETOUHOMO TWMA W OKONOHOITEBOM GUGPOMBI, C NOJO3peHneM Ha TyBeposHLIV CKepos,
6bina NpoBegHa AMArHOCTMKA METONOM BhICOKOMPOW3BOAMTENBHOMO NapannenbHoro CeKBeHU-

KJ1HOMEBbIE CJI0BA:

« Ty6epO3HbIA CKNEPO3

« paK MoyKu

« aHrnocn6poma poBauna reHoB TSC1 n TSC2. B xoae UccnenoBaHus BhISBIEHa OOHOHYKNEOTUAHAA 3aMeHa B

« Tv6eDbI reHe TSC2 B MO3an4HOM BapuaHTe. JJaHHoe KnMHuyeckoe HabniogeHne yKkasmuiBaeT Ha HeoOxoom-
yoep MOCThb MEIVKO-TreHeTUYEeCKoro o6cneJoBaHms B Clydasx BuisiBNeHma TC.
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ABSTRACT:
A 27-year-old patient operated due to renal cell carcinoma and periungual fibroma with suspected
tuberous sclerosis (TS) and was diagnosed using high-throughput parallel sequencing of the TSC1

'tUbe,rS . and TSC2 genes. Examination revealed a single nucleotide substitution in the TSC2 gene in a
» angiomyolipoma mosaic variant. This case report indicates the need for medical genetic testing in cases of TS detec-
« orphan diseases tion.

BeeneHune

rmpyloT B cebe Bonblue MyTauuii B reHe TSC2 - 86,8%.
O0a reHa 611 N3ydeHbl C NOMOLLLIO aHanM3a cuenneHus

TyBGepo3HbIn cknepos, unm 6oneaHs BypHesunna (TC) -
opdaHHOe ayTOCOMHO-AOMWHAHTHOE 3aboneBaHue, XoTH

y ABYX TpPeTel nauneHToB HabnwoaaloTca cnopaguyeckie
MyTaumu. OHo dopmupyeTca B pesynbraTte aHOMalui B
reHax TSC1 1 TSC2, B pesynsrare KOTOPbIX HapyLlaeTcs
oBpasoBaHue GenkoB TyGepuHa U ramapTuHa. leHeTude-
ckne nameHeHuns npu TC B 70% crnyyaeB hUKCUpyloTes B
reHe TSC2, octansHble 30% - B reHe TSC1. Myrtaumn B
reHe TSC1 Haubonee 4acTo BCTpeyatoTCsd NPU ceMerlHbIX
cny4aqx, 55,6% cnyyaes, Torga Kak de novo crnydau arpe-

HECKOJbKMX NOKONEHUI, B Xo4e KOTOPOro Gbifn BLISIBIEHbI
myTaumum TSC1 B xpomocomMHoi nokanusaumm 9934 wn
TSC2B 16p13. 3. [1].

Takxe npun HacnenoBaHuM TC NpogBngeTcd Mo3anumsm B
ABYyX Bapuauusix: COMartud4eckuii mMosauumnam 1 mMosau-
LM3M 3apOobILLUeBOR NMHUK. DTO AOBOMLHO pefKoe ABfe-
HWe, HanpuMep, B OOHOM U3 UCccneaoBaHnii ns 202 naun-
eHToB ¢ TC 6b110 BbIIB/ieHO nNuib 12 (5,9%) cnydaeB ¢
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Crates noctynuna B pegakumio 8 Mae 2023 roga.

75






KnuHnyeckmne HabnioaeHnsa

B 2016 rony nepetonen BUPYCHON MHEBMOHUER, Kallenb
coxpaHnsinca okono roga (B 2020 rony Obin AMarHOCTUPO-
BaH GUBPO3 HUXXHUX A0Nen Nerkmx).

C aBrycta 2020 roga Ha ¢poHe cTpecca - NpubaBka B Bece
15 kr, npo6nemsbl ¢ XKKT, 3anopsbl, BbICLINAHUS Ha NuUUE,
LUenyLLeHMe KOXW Ha pyKax U cTonax.

B aBrycte 2020 roga npu o6cneioBaHUM BeISIBIEHO obpa-
30BaHue noykn (0,8 cm).

MauneHTy NpoBedeHa nanapockonuyeckasa pesekuus
cpefHero cermeHTta neBon noyvkn (29.09.2020 r.).
MMcTonornyeckoe 3akfioyeHue: MOYeYHOKIEeTOYHbLIA pak
G1, CBETNOKNEeTOUHLIN BapuaHT, 0,8 cM B HamMboNbLUEM
MU3MEHEHUN C KPOBOUSNTUAHUAMMN.

B 2020 r. Ha Mn3MHLUE NpaBoil CTomMbl NogBunack 6opo3na
U Hadana ¢opMUpoBaTbCa OKONoHortTeeasa ¢udpoma
(puc. 1).

19.05.2023 . — nauneHTy BLINONHEHO yaaneHne Gudpo-
Mbl. [ucTonorn4deckoe 3akioyeHue. dparMeHTsl nanun-
JIIPHOIA MNNIOCKOKNEeTOYHON onyxonum, mMopdonornyecku
XapakTepHor Ana ocHUxonanuioMbl.

Jletom 2023 ropga nosiBUNUCE Benble NATHaA Ha NPaBOM
nneye, AMarHOCTUPOBAH Pa3HOLBETHLIN Nnlian (puc. 2).
MPT ronoBHOro Mosra (¢ KOHTPacTMPOBaAHNEM)

o7 06.12.23 I. - eUHKYHLINA o4yar rnuo3a B 6efoM Belle-
CTBe NpaBoit IOGHON 40NN,

M3T/KT: AaHHLIX O HANU4YMWX o4aroB/TKaHW C NATONOrn-
yecknum meTtabonmamom 18 F-DAI xapakTepHoit Ang Heo-
nnacTM4eckoro npolecca He BbiSIBIEHO.
BricokonpoussoauTebHoe napaniesbHoe CeKBEHUPOBa-
HUe reHoB TSC1 n TSC2: BhiiBfieHa OAQHOHYK/IEOTUAHASA
3aMeHa B reHe TSC2: TM_000548:exon22:c.A2545G:
p.T849A B Mo3anyHoOM BapuaHTe (A: 62%; G: 38%).
WHTepnpeTtauus peaynsTaToB: 6bii NpoBeAeH NoMcK NaTo-
reHHbIX MyTaLMiA, aCCOLMMPOBAHHLIX C TyGEepO3HbLIM CKJle-
po3oM. BhiiBneHa paHee onucaHHas (Mo 6asam AaHHbIX
ClinVar n LOVD) ofHOHYKNeoTUAHas 3aMeHa B 22 3K30He
reHe TSC (chr16:2124390A>G) B MO3auU4YHOM BapuaHTe
(A: 62%; G: 38%) (p.T849A;NM_000548).

CornacHo 6a3am gaHHbIx ClinVar n LOVD cyluecTByeT KOH-
GMKT MHTenpeTauum KIMHUYEeCKOro 3Ha4eHUss OQHOHYK-
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NneoTnaHon 3amMmeHbl ¢.A2545G B reHe TSC2. HacTb Uctoy-
HUKOB onpenensioT 3aMmeHy ¢.A2545G kak BeposTHO Hena-
TOreHHylo, Apyras 4acTb — Kak BApUaHT C HEACHLIM KJIIMHU-
4eCKUM 3Ha4YeHUEM.

Ha ocHoBaHuW kpuTepueB nartoreHHoctu (PM2, PM5,
PP3) BbiiBNieHHasa ofHOHYKNeoTUAHada 3ameHa c.A2545G B
reHe TSC2 oTHeceHa K BapWaHTy HeonpefefieHHOro
3HaYeHus.

Opyrnx aHa4MMbIX U3MEHEHUN, COOTBETCTBYIOLLINX KPU-
TEPUAM NMoUcka, He obHapyxXeHo. OueHKa KIMHUYECKON
3HAYMMOCTU (NATOreHHOCTU) BLISIBIIEHHLIX BapUaHTOB
npoBoAuSiacb Ha OCHOBAHUU POCCUMCKUX pekoMeHaa-
LUWIA ANa MHTepnpeTaunn AaHHbIX, MONYyYeHHbLIX MeToaa-
MW MACCOBOro napaifeflbHOro CcekBeHUPOoBaHUS
(MPS).

Pexkxomengauumn

Lna yTouyHeHus pes3ynsTaToB HeoBXOAMMO NoATBepXie-
HWe BapuaHTa U Bepudukaumm NpuHaaexXHoCTn ero reHy
TSC2 nytem cekBeHupoBaHust no CsHrepy OHK kposu
naumeHTa 1 6AnxanLInX poACTBEHHUKOB.

MauuneHTy cocTaBneHa MHANBMAYanbLHas NporpaMmMma Boc-
CTaHOBNIEHUS COBMECTHO ¢ BpayoMm JIOK n anetonorom.

3aknoyeHune

MpeactaBneHHoe KIMHWYecKoe HabnodeHne ykasbiBaeT
Ha HeoBXoAUMOCTb MeduKo-reHeTudeckoro obcnenosa-
HUA B criydaax BbigBneHua TC. Ty6epos3HbI cKnepos
ABNFAeTCA NOJIMCUCTEeMHLIM MPOrpeccupylowMm 3abone-
BaHWEM, NPU KOTOPOM B TeUeHUe XU3HU NauueHTa B pas-
JINYHBLIX OpraHax MOryT pas3BMBaATbLC MHOXECTBEHHbLIe
nob6pokayecTBEHHbLIE OMyXONN WKW 3N0KaYeCTBEHHbIe
ob6pasoBaHus. MNepBuyHasa AMarHoCTMKa AOJIXKHA OCy-
LLECTBNATLCH Kak Bpadyamum oOLLer NpakTUKn (CeMeNHbIMUA
Bpadamu), Tak M Y3KMMKU cneumanmctammn (Hesposoramu,
Aepmartonoramu, odTanbMofioraMmm, yposnoramun, xupyp-
ramu, ctomatosioramu) B npoLecce AMHaMM4eckoro Auc-
naHcepHoro o6cneaoBaHUsa HaceneHusl. u
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