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'BenopyccKkuii rocyAapcTBEHHbIN MeaULMHCKUIA yHUBepcuTeT, MUHCK, benapycb
2MUHCKMIA 061acTHOM NPOTMBOTY6EpKyNe3HbIN ancnaHcep, MuHcK, benapycb
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lMpedcmasneHo onuCaHue KAUHUYECKO020 CayYas nayueHma ¢ mybepo3HbiM CKAepo30M. BoideseHHble 0epMamorsnoaudyecKue rnpo-
AeneHuUA 3a6071e8aHUA CONOCMABUMbI C 2/108HbIMU OUG2HOCMUYECKUMU Kpumepuamu. leHemuvecku obycsioesneHHbll pakomamo3s
Xapaxkmepu3yemca MopaxeHUsMU KOXU, Komopble A8AA0MCA Npe3eHmupyrouumMu npu3Hakamu. /1udupyrouyo poses 8 ouazHocmu-
Ke mybepo3H020 CKAepo3a uzparom oepmamosoau. 3a601e8aHuUe Xapakmepusyemca WUPOKUM ClIeKMpPOM CIeyupuUYecKUX KOHHbIX
npoAeneHull U MHOXECMBEHHbIMU 8UCUEpPasibHbIMU MopaxeHuUaAMU. [Tpo2Ho3 onpedendemcs cmerneHbilo MAXeCmuU U A0KaAu3ayuu
sucyepanbHoli Mamosozuu U He Koppenupyem ¢ 0epmamoso2u4ecKkumu nposasaeHusmu. lpusedeHsbl cospemMeHHble pedepamusHsie
OaHHbIe Mo 3muos02uU, 0COBeHHOCMAM KAUHUYECKO20 meveHUs, OUG2HOCMUYeCKUM Kpumepusam, OughgepeHyuanoHol OUuaeHOCMUKe,
namomopgoao2uu U fe4eHuro.

KntoueBble cnoBa: mybeposHsiii ckaepos, KAUHUKA, OUA2HOCMUKGA, hakomamos, OughepeHyuanbHbili OuazHo3, neveHue.

The article presents a description of a clinical case of a patient with tuberous sclerosis (TS). The identified dermatological
manifestations of the disease are comparable to the main diagnostic criteria. The genetically determined phakomatosis, characterized
by skin lesions, is a presenting feature, and dermatologists play a leading role in the diagnosis of TS. TS is characterized by a wide range
of specific skin manifestations and multiple visceral lesions. The prognosis is determined by the severity and localization of the visceral
pathology and does not correlate with the dermatological manifestations. The article provides modern reference data on etiology,
clinical features, diagnostic criteria, differential diagnosis, pathomorphology, and treatment.

Key words: tuberous sclerosis, clinic, diagnosis, phacomatosis, differential diagnosis, treatment.
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Tyb6eposHbii cknepos (TC) — reHeTMyeckoe 3aboneBaHue 13 rpynnbl $akomaTo30B, Xa-
paKTepU3yemMoe MOPaXKEHUAMMU KOXKU, HEPBHON CUCTEMbI U BHYTPEHHUX OPraHOB, CBA3aH-
HbIMW C HapyLueHMem npoandepaunm, MUrpaumm u anppepeHUMpPoBKM KNETOK HEMPOTIUM
[1; 2]. NepBble onucaHna 3aboneBaHnsa NpuHaanexatr ®. PeknuHrxayseHy (1862) (puc. 1)

10 + 2025

3pnpasooxpaHeHue. Healthcare m



B noMowb npakTuueckoMy Bpavy

n P. BupxoBy (1863). Hanbonee KpynHbie HayyHble Tpyabl ®. PeknuHrxayseHa nocssule-
Hbl Ty6epo3HOMy CKAepo3y, napatupeouaHoi octeoamctpodum u GubpPo3HOMY OCTU-
Ty; 3TK 3aboneBaHnA N pPaa APYrMX NAaTONOMMYECKUX NPOLECCOB Ha3BaHbl ero umeHem [3].

O BOB/IEYEHMWU FONOBHOIO MO3ra coobwma GpaHLy3CKMI HEBPOMATONOr U MNCUXMATP
[.-M. BopHeBuAb (puc. 2), y4eHUK U cNoABUKHUK LLIapKo, pesakTop ero 3HaMeHUTbIX NeKLUIA
(Lecons du Mardi, 1872), ocHoBaTtenb *ypHanos (Progres medical v Archives de Neurologie,
1873), aBTOp MccnenoBaHuii 06 anuAencum u UCTepmm, NPOCNaBMBLLMIACA CBOMMM paboTamm
06 MaANOTU3ME M NCUXMYECKON oTCTanocTu. OH e NpeasioXKMa nNepBoe CN0BO B HAa3BaHWUM
6one3Hun (OT NaT. tuber — HaAPOCT, ONYyX0Jib) M onucan Tybepcbl KaKk XxapaKTepHble HOBOObPa-
30BaHMA B Kope mo3ra 60/bHbIX, 06bIYHO Ha rpaHuLe ceporo n 6enoro BeLLecTs, NO3TOMY
MHoraa 60ne3Hb Ha3bIBAOT €r0 UMEHEM.

Puc. 1. ®. PeknumHrxayseH Puc. 2. 1.-M. bopHeBunb
(1833—1910) (1840—1909)

MpuopuTeT B BblAENEHUM CUMNTOMOKOMNMNIEKCA KaK CAMOCTOATENbHOM HO300MMM NpK-
HaANeXUT aHrnickomy aepmatosory [. Mpunray (1890) [4]. Tybepo3HbI cKNepo3 — pea-
Koe 3aboneBaHue, 4acToTa BCTpeYaeMocCTun coctasasaeT 1 cayyan Ha 5000—10 000 xuBopo-
*KOEHHbIX.

Mo HenonHbIM AaHHbIM ANTEPATYpPbl, B HacToAwee Bpemsa B mupe oT TC cTpagatot
OKONO 2 M/H 4yenoBeK. KAMHMYECKME MPU3HAKM 3TOW NATONIOrMKM BeCcbMa Pa3HOObOpasHbl
M MOFYT CW/IbHO PAa3/IMyaTbCA Y NAUMEHTOB Aarke B npegenax oaHoi cembn [5]. Ana 3abo-
NeBaHMA CBONCTBEHHbI MY/IbBTUCUCTEMHbIE NPOAB/IEHWNA, B KOTOPbIE MOTYT BOBJIEKATbCA TO-
JIOBHOW MO3rI, cepaue, NoYku, Koxka, nerkue. MpumepHo B 1/3 cnyyaesB npocnekmnpaercs
ayTOCOMHO-AOMWHAHTHOE HacneaoBaHMe C HEeMOMIHOM NEeHETPAHTHOCTbIO U BapuabenbHoM
3KCMNPECCUBHOCTbBIO, Y YacTu naumeHToB TC BO3HMKAET CNOPagMUEecKHn, B pesynbtate de novo
MmyTauum reHoB TSCI1 u TSC2, myTaummn B reHax-oHKocynpeccopax TSC1 (OMIM #605284)
nnn TSC2 (OMIM #191092). lfeHeTuyeckue nsmeHenua npm TC B8 70 % cnyyaes GUKCUpYLOT-
ca B reHe TSC2, octanbHble 30 % — B reHe TSC1. MoneKkynapHble HapyLWEHUA B 3TUX reHax
npeAcTaBAeHbl LUMPOKMM CNEKTPOM reHEeTUYECKUX M3MEHEHUI. B 60NbLUMHCTBE ClyYaeB 3TO

10+ 2025
3npaBooxpaHeHue. Healthcare



B noMowb npakTUYeckoMy Bpauy

OAHOHYKNeoTuAHble 3ameHbl: 97,1 % 1 94,5 % B reHax TSC1 u TSC2 cooTBeTCTBEHHO [4].
MocKoNbKYy KOXHble npoasneHua Habaogatotca noytn y 100 % naumeHTOB M YacTo ABNA-
IOTCA NPE3EHTUPYIOWMMM NPU3HAKAMWN, NUANPYIOLWYIO POab B AMarHocTuke TC urpatot
AepmaToniorn. B cnekTp AepMaToNIorMyeckor MaTonorum BxogAT aHrmodmbpomsl nuua,
cy6- n nepuyHreanbHble aHrMopnbpomobl KeHeHa, ¢nbpo3Hble BGAALIKM, «LArpeHeBbley,
«KOdenHbIeE» U BUTUAUTONOA0OHbIE NATHA, N0AMO3 3y6HOM amanu. «LLlarpeHeBana Koxa» —
CPaBHUTENBHO NNOTHble PUOPO3HbIE BAALWKM TENECHOro UBeTa NpPeMmyLL,ecTBEHHO B NOAC-
HUYHO-KpecTuoBoM obnactu [1; 4]. Hanbonee AeMOHCTPATUBHbIM Npu3Hakom TC sBastoTCA
aHrModnbpombl MLA. BbICbINAHMA COCTOAT M3 MHOXKECTBEHHbIX MENKUX (AnameTp — 1—5 mm,
nHorga Ao 10 mm) nanyn oBanbHOM UM OKPYI/IOM GOPMbI C FaAKOM NOBEPXHOCTbIO, NAOT-
HOM MW 3N1aCTUYECKOM KOHCUCTEHUMN. LiBeT addnopecueHLMit BapbUPYET OT TENECHO-XKEN-
TOr0 [0 KOPUYHEBO-KPACHOro. BHayane oHM noABNAIOTCA B HOCOrybOHbIX CKAAAKax, 3a-
TEM PacnNpPOCTPAHAIOTCA Ha Weku, NnoabopoaokK, HOC, u3peaka Ha N06, BONIOCUCTYHO YacTb
roNoBbl U YyLWHble pakoBMHbl. PacnonoxkeHve adpdnopecueHunin 0bbIMHO ABYCTOPOHHEE,
CUMMeETpPUYHOe, 6e3 TeHaeHUMN K camaHuto. OpanbHble aHrModmbpombl 06HapyKMBatoT
y 20—22 % 60nbHbIX.

Peanko nybankyemole cnydam TC ¢ yHUNaTepanbHON NOKaNN3aLMen NpeanonoKnTenbHo
MOryT BbITb pe3ynbTaTOM NMOCT3UTOTHbLIX MyTaLMi, Mo3anyHol dopmoit 3abonesaHunsa. Onu-
CaHbl UCKNOYUTENbHbIE CyYan HAabAoAEHUA NALNEHTOB C HAIMYMEM TONbKO aHTModnbpom
AN UX COYEeTAaHMEM C NATONOTMen MO3ra, BbIABNAEMOWN Ha MarHUTHO-PE30HAHCHOM TOMO-
rpadum, Ho 6e3 BbIParKEHHOM KAMHUYECKON HEBPONOrMYECKON U MYNbTUOPraHHOM CUMMTO-
MaTUKN. AHrMopnbpombl y 90—96 % naumeHTOB NOABAAIOTCA B BO3pacTe 3—7 fneT, MHoraa
HabntogatoTca ¢ poxaeHma. Konmyectso onyxonen yBeanmynsaeTca 40 HACTyNAeHUA Nono-
BOW 3PENIOCTM, NOCAE YEro AafibHENLWMUIA UX NPUPOCT CTAabUNN3NPYETCA U NPAKTUYECKN He
N3MEHAETCA A0 KOHLA *KU3HU. B nonoctu pta aHrMopubpombl GopmMmnpyoTca Ha nepeaHemn
NMOBEPXHOCTU AECEH, CIN3UCTON 060N0UKE TyD, pexke Ha A3blKke U Hebe [6]. ApyrnM KOXKHbIM
mapkepom TC asnatoTca cyb- u nepuyHreanbHole aHrmoombpombl KeHeHa, BO3HMKatOWMe
B nybepTaTHOM MM nocTnybepTaTHOM nepuoae, Yale y xeHwmH (50—80 % cnyyaes). Mpe-
obnapaeT nopaxeHune nanbLes CTON B BUAE Nanya pO30BO-MACOKPACHOIO LBeTa pa3mepom
1—10 mm, KynonoobpasHoi, NMHoraa KoHmnyeckon dopmol. OgHOBPEMEHHO MOryT 0b6pa3o-
BbIBATbCA NPOAO/bHAA NEUNKOHUXMA, LWeneBuaHble CybanHIBanbHble remopparmm. dnemeHx-
Tbl, pacnonaratowmecs NepuyHreaabHO, MHOTAA COMPOBOXAAOTCA 6ONE3HEHHbIMU OLLY-
weHnAMK. Mocne Xnpypruyeckoro yaaneHna aHrmodmbpombl CKNOHHbI peunansmpoBaThb
[7]. ®nbpO3HbIE BAALWKN TaKKe cYMTAlOT 06aMraTHbIM npu3Hakom TC. Nx obHapyxKuBatoT
y 25—36 % naumeHTOB B BUAE CONUTapPHbIX (48 % cnyyaeB) 31€MeEHTOB, B OCTa/IbHbIX Cy4anX
(52 %) pernctpupytoT age baswku n bonee, cnerka anesmpytowme, Bapbmpytowme no LBeTy
OT 6eXeBoro 40 KPacHOro.

MepBUYHbIMU NPOABAEHUAMM B NETKUX ABNAKOTCA AMmdaHrnoneiiommomatos (JIAM)
N MynbTMdOKaNbHAA MUKPOHOAYNAPHaA runepnnasunsa nHesmouutoB (MMIM). Numdan-
rMoNeMoOMMOMATO3 MOpaxKaeT MOYTU UCKAOYUTENbHO KEHLWMH W Bbi3bIBAET KUCTO3HYHO
OECTPYKUMIO NIerKUX, MHEBMOTOPAKC U XWU/IE3HbIN N1eBPasibHbIA BbINOT, NPUBOAMUT K AbiXa-
Te/IbHOM Hef0CTaTOMHOCTM, NPU KOTOpPOM TpebyeTca anntenbHasa Kucnopogotepanua. na
NTAM xapakTtepHo 6onee bbicTpoe nporpeccMpoBaHne B NpemeHonay3asbHOM BO3pacTe.
HanpoTtus, MMIT1 nopasKaeT MyX4MH U KEHLWMH B paBHOM cTeneHu, Bbi3biBaa Hebonblune
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Yy3€/KOBbI€ Ier0YHbIE OTN0XKEHNA NMHEBMOLUTOB I TMNA, KOTOPbIE peAKo NPOrpeccMpytoT 40
cMMNTOMaTU4YecKoro 3abonesaHua [1]. Ecan paHee cunTanm, 4To 3TOT Npouecc 0O6HapyXM-
BaeTcs B 30—40 % cnyyaes TC, TO pe3ynbTaTbl HeJaBHUX UCCeA0BaHUIM CBUAETENbCTBYIOT,
YTO OH BCTpeyvaeTca 6onee yacto — y 80 % naumneHToB B Bo3pacte Ao 40 net. KaimHmnyecku
NaLMeHTbl UCMbITbIBAIOT OAbBIWKY NpY GU3MYECKON Harpy3Kke, MOryT 6biTb 3NN304bl KPOBO-
XapKaHbA, a B nepunog ¢ 21 roga Ao 40 neT BOSMOXKHO pa3BUTME PeLUaUBUPYHOLLETO NHEB-
MOTOPOKCA. Y MY>KUMH NATONOMMA NErKUX NPOTEKAET NATEHTHO.

OnddepeHumnanbHaa AMArHOCTMKA NOPaAXKeHMA IEeTKUX Npu Ty6epo3HOM CKaepose:

— JIerOYHbIN NAHTEPraHCOKNETOUHbIN TMCTUOLMUTOS;

— cuHapom bepta — Xora — [btoba;

— MMmdonaHaa MHTePCTULMANbHAA MHEBMOHMSA;

— 60one3Hb OTNoXKEHMA Nerkux uenen (bonesHb PaHganna).

MaTonorua no4yek ABAAETCA BTOPOM Beayllen npuiunHon netanbHoctu npu TC (27,5 %).
MpumepHo y 80 % aetel (ycpeaHeHHbIN Bo3pacT — 10,5 roaa) BbiABAAIOT 4OOPOKAYECTBEH-
Hble aHTMOMMOAUNOMbI, 3NUTENNAJIbHBIE KUCTbl, MOYEYHOKAETOYHYIO KapUWHOMY, 3/10Ka-
4yeCTBEHHble aHTMOMMOAUNOMbI. Hanbonee TMNnYHbIMM ans TC OKa3blBAtOTCA aHIMOMMO-
JIMNOMbI, Pa3BMBAlOLLMECA B NAPEHXMME NPEUMYLLECTBEHHO 06enx NoYeK, XapaKTepHa MX
MHOXECTBEHHOCTb, MX XOPOLWO WMAEHTUPULMPYIOT BO BPEMA YAbTPA3BYKOBOro MUcCieno-
BaHuA (Y3U) (B Tom uncne y nnoga). Mpu pasmepax, He NpeBblWwaoWmMX 4 cM, ramapToOMbl
NPOTEKAT aCMMMNTOMHO, HO B C/ly4ae Aa/IbHENLLEro pocTa BO3HMKAeT NOTeHLNaIbHaA BO3-
MOYHOCTb Pa3BUTUA BHYTPUMNOYEYHOTO MM 3aOPIOWMHHOIO KPOBOTEYEHUA, OCTPOro UK
XPOHWYECKOro, C NaAeHNeM apTepmnanbHOro AaBAEHNA, FeMaTypueit U MUKPOoaibbyMUHypu-
eln, 60/1eBbIM CUHAPOMOM.

KnunHuyeckoe Ha6mo,quMe

MaumeHTKa C. 55 ner. O6beKkTUBHbIE AaHHbIE: HA KOXEe TY/0BMLLA YYaCTOK «Lla-
rpeHeBom KoXu» B obnactn nosicHuubl (puc. 3*). ManuanomaTosHble USMEHEHUA Ha KOXKe
NOACHMULbI UMEIOTCA C POXKAEHUSA, B Aa/IbHENLLIEM NOABUINCL MESIKME MAaNUANOMbl Ha KOXe
nmua. Koxka mAarkan, MHoKecTBeHHble cTpuu. MannnnomatosHble pa3pacTtaHua B 0bnactu
HOITeBOro N0Xa W HOTTeBbIX NAACTUHOK (puc. 4).

CeMeWHbIN aHaMHE3: CO C/I0B MALMEHTKM, Y CbIHA TaKXKe MMEHTCA XapaKTepHble KOXHble
NposBAeHns, BHYK ocMmoTpeH B 2019 r., eMy NoCcTaBuIM ANArHO3 «TyH6epo3HbIA CKAepo3».

M3meHeHnAa B nerkux BbiaBaeHbl 12.02.2025 npu npoxoxKAeHUN NNAHOBOTO PeHT-
reHonornyeckoro obcneposaHua (peHtreHdaooporpadua). C nogo3peHnem Ha NHe.-
MOHMUIO BblNa HanpasaeHa ana obcnegoBaHna U neyeHnsa B Y3 « MUHCKKUI obnacTHOM
npoTneoTybepKynesHbin aucnaHcep» 6bln NOCTaBAeH [MArHO3 «BHErocnuTaibHas
nHeBMOHUA» (puc. 5).

KomnbloTepHan Tomorpadua opraHos rpyaHon knetku (KT OFK) ot 11.03.2025: ¢ aByx
CTOPOH MO BCEM /IEFOYHbIM NMonsAm Ha poHe anddysHo oboraweHHOro n gedpopmmnpoBaH-
HOro COCYAMCTOro PUCYHKA OMNpPeaensitoTcs pa3po3HEeHHbIe TOHKOCTEHHbIE KUCTONOA00OHbIe
nonoctu 6e3 coaep:KMmoro pasmepom ot 2 10 18 mm. Cnpasa B S10 ucnesas S1 — 2,5, 9,
10-1 y4acTKM HeoaHOPOAHOM MHOUABTPALMK. B N1€BOM NEFKOM MHOMKECTBEHHbIE YYaCTKU /K-

*Puc. 3—11 pasmelleHbl Ha BKNEKe mexay c. 58 1 59.
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HelHoro pubposa. B npaBom nerkom — no nnaweBbiM 30HAaM PACCEAHHbIE ME/IKOY3€e/IKOBble
TeHW. Tpaxes, rnaBHble BPOHXM, A0/IEBLIE U CErMEHTaPHble BPOHXM Npoxoanmbl. CBo60aHOM
YKMAKOCTU B N1IEeBPa/IbHbIX MONOCTAX He HabatoaaeTca. BHyTpurpyaHoie AMMdoysnbl He yBenn-
yeHbl. Cepaue He yBesnndeHo, KpyrnHble cocyabl 6e3 ocobeHHocTen. Mpu cpaBHEHUU pesy/ib-
TatoB KT OlK o1 20.03.2025 1 ot 11.03.2025 oTmeyvaeTca yxyAlweHue coCToAHMA (AMHAaMMKa
oTpULaTeNbHasA): NOABU/ICA YYACTOK MHPUABTPALLMM B BEPXHEM JIEFOYHOM NOJIe C/EBa.

3aKNoyeHne: NOCTaB/leH AMArHO3 «ABYCTOPOHHAA MOJIMCErMeHTapHaA MHEBMOHMA.
bynnesHasa amdpusema nerkmx». MNposeaeH Kypc aHTMOAKTepManbHOM Tepanuu, Npu KoH-
TposibHOM KT BbIsiBIeHA OTpuULaTeIbHaA AMHaMMKa (puc. 6). HanpaBneHa Ha KOHCYNbTaUMIO
B ¥3 « MUHCKMI 06nacTHOM NpOTUBOTYOEPKYNE3HbIN AMCNAHCEP», TOCNUTAIN3MpPOBaHa.

22.04.2025 6bina BbINONHEHA ANATHOCTMYECKAA BUAE0ACCUCTMPOBAHHAA TOPAKOCKOMUA.
MpOoKOHCYNbTUPOBaAHa peBmaTonorom B ¥Y3 « MunHcKas o61acTHan KAnMHMYecKas 6oibHMLa»:
He 6bl10 0H6HapYKeHO NpM3HaKoB 3aboneBaHMA COeANHUTENbHON TKAHWU. [TPOKOHCYNbTUPO-
BaHA HEBPONOIrom: He Bbl/I0 BbIABEHO HUKAKMX NPU3HAKOB NOBPEXKAEHUA UAN NATONOTUN
HepBHOM cucTeMbI. [TOCKO/IbKY BHYKY NMOCTaBUAW AMArHO3 «Ty6epo3HbIi CKAepo3», nauu-
€HTKY 3anncanm Ha KoHcynbTaumio 27.05.2025 K reHeTuKy B PecnybinKaHCKUIA Hay4HO-MNpaK-
TUYECKUI LUEHTP «MaTb 1 AUTA».

O6uwuit aHannu3 KpoBu: spuTpountel — 4,9x10%/n; nekountel — 4,76x10°/n; cermeH-
ToaaepHble — 50 %; MoHOUUTbI — 9 %; 303nHOPUABI — 5 %; TpombBOoLMTBI — 227x10°/n;
CO3 — 5 mm/u.

MuKpobuonoruyeckoe nccnegoBaHne mokpotbl ot 02.04.2025 Ne 289: Streptococcus
pneumoniae x10’, 4yBCTBUTENbHOCTb COXPAHEHA.

Mukpobuonormyeckoe nccnegoBaHune: pparmeHT nerkoro ot 22.04.2025 Ne 355, poct
MMKPOdNOPbI HE MONyYeH, KUCNOToycTonunBble bakTepun (KYB), GeneXpert MHOroKpaTHO —
KYB He obHapyrKeHbl, AHK mnkobakTepuin TybepKynesa He 0bHapyKeHbl.

HabniogeHne nocne npoBeAeHHOW BWAE0ACCUCTMPOBAHHOM Topakockonuu. KT OlK:
COXPAHAETCA €4MHUYHbINA YYaCTOK MHTEPCTULMANBbHBIX U3MEHEHUI B Ba3anbHbIX OTAENaX
HUXKHEeN gonu cnpasa 4o 53 mm. MeTtannnyeckune webl B S1—S2 cnesa B TO/ILE KOHCONU-
OVNPOBaHHOM NAapeHXMMbl pasmepom A0 28x14 mm. B nneBpanbHOM NONOCTU CAEBa BbICOTA
cTonba Xuakoctm go 16 mm. JSlerouHoln pucyHok aepopmuposaH. Tpaxen, rnaBHble, gone-
Bble, CErMeHTapHble BPOHXU NpoxoAnMbl. JIuMmbaTUYeCKUe y31bl CPeAO0CTEHNA, KOPHEN ner-
KUX He yBenunyeHbl. CpegocTeHme He CMeLeHo, CTPYKTYpHO. Cepaue He yBeNnYeHo, Kpyn-
Hble cocyabl 6e3 ocobeHHOCTeN. KOCTHO-AECTPYKTUBHbBIX USMEHEHUI He BbiABEHO. MAarkne
TKAHW TPYAHOWN KNETKU He U3MeHeHbl. 3akntodeHne: KT-KapTuHa MHTepPCTULMANbHBIX U3Mme-
HEeHUN B HUXKHEN gone cnpasa. HabnogatoTca noctonepaunoHHble U3MEHEHNS B BEPXHEN
Aone cnesa. YCTaHOB/NEH IEBOCTOPOHHUI TMAPOTOPAKC.

Matormnctonornyeckoe uccnegosaHue ot 28.04.2025 Ne 81134-9: TKaHb JIerkoro ¢ o4a-
rosbiM NnHeBMopnbposom, amdpunsemon, GoKycamm XpoOHMYECKOro BOCMANEHUA NPenMyLLe-
CTBEHHO NEePMBACKYNAPHO, Hannumem GokycoB ¢prMbposa B MerKaIbBEONSAPHbIX Neperopoa-
Kax M CTEHKax COCya0B No TNy Mmy¢dT, MHTPAaIbBEONAPHbIE KPOBOM3NUAHUA C pa3pyLleHNneM
MEeKaNbBEONAPHbIX NEPErOPOAOK ¢ POPMUPOBAHMEM FrEMATOM, UMEIOTCA OYarn aTeseKkTasa.
Moao6bHas mopdonornyeckas KapTMHa MOXKET HabNtAATLCA MPU XPOHUYECKOM BaCKyuTe.

D70 )Ke natormcronornyeckoe nccnegosaHme ot 28.04.2025 Ne 81134-9 otnpaBneHo
Ha nepecmoTp B Y «Pecnyb/AnMKaHCKMIA HAy4YHO-NPAKTUYECKUIA LLEHTP MNYyAbMOHOOTUMU
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n dptmnsmatpumn» (PHMNL Mud). 3akntoueHmne ot 12.05.2025: dparmeHTbl I€FOYHOM TKAHU
C Y4aCTKaMM YMEPEHHO BblparKeHHON inmdonaHo-makpodaranbHoOn MHOUABTPALNEN UHTEP-
CTUUMANbHOM TKaHW nerkoro. B npoceeTax anbBeon — makpodaru, afibBEONSPHbINA 3NUTENUN,
amméoumTsl (pyc. 7). B 30Hax MHTepCTULMANbHON MHOUABTPALMM B MPOCBETAX a/IbBEO/ ONpe-
AEeNATCA COeANHUTENIbHOTKAHHbIE y3e/KK, Bblbyxalolwme B NPOCBET a/IbBEO/ B BUAE MNOAU-
NoB, NOKPbLITbIX a/1bBEONSAPHBIM 3nuUTENNEM (TenbLia MaccoHa) (puc. 8). YHacTKu AnctenekTasa,
04aroBbl MHEBMOCK/IEPO3, ME/IKME NYYKN [TaAKOMbILWEYHbIX KNETOK pacCeAHHOro XapakTepa
B CTEHKE KMCTbl U B MHTEPCTULMANLHOMN TKaHWU nerkoro (puc. 9). Umetotcs cybnnespanbHble
MeKue Bo3ayLHble KUCTbI (purc. 10), y4acTKM «COTOBOTO IErKOro», SMPpuU3emMaTo3HO U3MEHEH-
Hble a/bBEO/bI, MefIKne bynnbl (puc. 11). B oAHMX KPOBEHOCHbIX COCYAaX YTONLWEHNE CTEHOK
3a cyeT rmnepTpodmM MbILLEYHOTO CNOA, B APYIMX — NEPUBACKYNAPHDBIN CKNEpOo3, NepmUBaCcKy-
NAPHaa AMMOLUTAPHAA MHPUALTPALMA. YTONLLEHWE BUCLLEPA/IbHOW NAEBPBI.

Mo pesynbTatam nepecmoTtpa buoncuitHoro matepuana nerkux 8 PHIML, Mud mopdo-
Nlornyeckan KapTuMHa B oTHoweHun JIAM nerkux He BnosHe cneunduyHa. Hapagy ¢ Hanu-
ynem MesIKMX KUCT, MeNKOoy3enKoBolr nponvdepaumm ragKoMbIWeYHbIX K1eTOK paccesH-
HOro XapaKTepa BblABAEHbI APYyrMe 3HAYMMble U3MEHEHMUA, TAaKMe KaK MHTepPCTUMLMANbHOE
BOCNaseHWe, OPraHU3ylLWAACA NHEBMOHMUA. [UCTONOTNYECKME USMEHEHWNA HEe NO3BONAIOT
C yBepeHHOCTbIo cyanTb 0 JIAM nerkux. [lna ocTtoBepHOro noaresepaeHma gmarHosa JIAM
TpebyeTca UMMYHOTMCTOXMMUYECKOE UCCNef0BaHME HA O-aKTUH FNaAKMX MbIWL, U MapKep
HMB45 ¢ MOHOKNOHANbHBIMW @aHTUTENAMMU NMUTMEHTHON MeNaHOMbI YeNI0BEKa.

Bbblno caenaHo KT ronosHoro mosra. lNapacarntranbHo cnpaBa y nepeaHero pora 6okosoro
Kenygouka onpegensaerca waposuaHom ¢opmbel o6pasosaHue 4o 11 mm, Komnpemupyiollee
Kenygouek, ¢ HeYETKUMU KOHTYpamM, eANHUYHbIMW ODObI3BECTBNIEHUAMM 40 6 MM U 4 MMm.
CpeauHHble CTPYKTYpPbl MO3ra He cmelleHbl. enyaouyKkoBasa cucTema He pacluMpeHa, CUm-
MeTpuyHa. bopo3abl KOHBEKCUTANbHOM NOBEPXHOCTU, HBasanbHble uMcTepHbl 6e3 ocober-
HocTelt. CybapaxHomnaanbHoe NPOCTPAHCTBO cBOB6oAHO. [JonoNHUTENbHbIX 06pa3oBaHUM
B 06/1aCTM MOCTOMO3KEUKOBbIX YIN10B He BblABAEHO. TypeuKoe ceano obbl4HbIX Pa3mepos,
6e3 gononHuUTenbHbIX 06pasoBaHuii. THeBMaTU3aLMA NA3yX HOCA He HapyLweHa. PeTpobynb-
H6apHble npocTpaHcTBa cBO6OAHDbI. KT-KapTWHA 4acTUYHO 06bI3BECTBNEHHOM MEHUHIeoMbl
nobHon gonun cnpaea.

3aKNoYeHnA CneymanncToB cnegytowme.

9Kl o1 01.04.2025: puTM CMHYCOBbIN, NPaBU/bHbIN, YacTOTa CEPAEYHbBIX COKPALLEHU —
88 ya/MUH, TOpM30HTaIbHOE NOJIOXKEHNE INEKTPUYECKOM OCU CepAaLa, NMPU3HAKK yBenunde-
HWA NeBoro npeacepama.

Nop-Bpay o1 15.05.2025: XpOHMYECKMN CUHYCUT BHE 0O60CTPEHMA.

Hesponor ot 26.05.2025: Ha MOMEHT OCMOTpPa 3HAKN OPraHNUYECKOro NoparKeHmnsa Heps.-
HOM CUCTEMbI OTCYTCTBYIOT.

leHeTMK oT 26.05.2025 B [Y «Pecnyb/ANMKaHCKUIA HayYHO-MPAKTUYECKUIN LIEHTP
«MaTb 1 AnTA»: gMarHo3 «Tyb6epo3HbIi CKAepo3». PeKOMeHA0BaHO ANCNAHCEPHOE Habnto-
AeHWe NyN1bMOHO/I0ra, HEBPOOTra, OKY/IUCTA, TEHETMKA N0 MECTY KUTENbCTBA, €XXerogHoe
Y3U opraHoB BptOLLIHOM NOOCTMH.

Mo pe3synbTatam Y3U opraHoB GpIOWHOM NOAOCTM BbiABAEHbI NPU3HAKKM AN PY3HbIX 13-
MEHEHMN NEYEHN MO TUMY KUPOBON MHOUNBTPALUUMU, NOAKENYAOYHOM XKenesbl Hecneundu-
4eCKoro reHesa, MUMKPOKaNbLMHaTbl CENIE3EHKMN.
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Pe3synbTtaTtbl u 06CcyXaeHue

Tyb6epo3HbIN CKNEPO3 — peaKoe My/bTUCUCTEMHOE reHeTuyYeckoe 3aboneBaHue, nopa-
*Katollee noyTu BCe opraHbl. MM ¢ 0AMHAKOBOM YacTOTOM CTPAAA0T MYXKUNHbI U HKEHLWMHDbI.
bonesHb HacneayeTca ayTOCOMHO-AOMMHAHTHO M BbI3bIBAETCA reTEPO3UTOTHOM MyTaumen
nmnbo B reHe TSC1, nnbo B reHe TSC2. Ty6epo3HbIA CKNAEPO3 CUAbHO Pa3/INYAETCA MO KAU-
HMUYECKOM KapTMHE N AMHAMUKe pa3BuTUA. MpoasneHns 3aboneBaHnA NPOLONKAIOT pPa3Bu-
BaTbCA HA NPOTAXKEHUM BCEM }KU3HM NaumeHTa. Tybepo3HbIi CKAepo3 CBsA3aH C HECKONbKMMU
NeroyHbIMM nposasaeHuamK, skarodan JIAM, MMITI n xunesHbin BbiNOT. JIumdaHrnonemo-
MMOMATO3 NpeacTaBadaeT coboit MynbTUCUCTEMHOE 3aboneBaHMe, XapaKTepusyemoe Ku-
CTO3HOM AEeCTPYKLUMEN IEFOHHOMN NapPEHXNUMbI, KOTOPOE MOKET BO3HMKATb MO0 Ha poHe TC,
nmbo cnopaaunyecku (c/IAM). B MexayHapoaHom peecTpe, co3gaHHOM ana cbopa AaHHbIX
o naumeHTax c TC (TuberOus SClerosis registry to increase disease Awareness — TOSCA) co-
OEePrKaTCa UCXOAHbIe AaHHble 0 NaumneHTax (n = 2221), 3aperucTpmpoBaHHbix B 170 ueHTpax
31 cTpaHbl (no cocToaHuUto Ha 02.07.2024) [8].

OcHoBHOE cpeacTBO ANArHOCTMKKN TC — KAMHMYECKMe NpusHakK. B HacToAwem Habatoae-
HWUM TAaKOBbIMU ABNAIOTCA CEMENHbBIN aHAaMHE3, XapaKTePHbIE U3MEHEHUA Ha KOXKE M Nopaxe-
HWe HOITel, MEHNUHIMOMA B CTaaMm 06bI3BECTBIEHMA. BOBIeUeHMe B NaTOIOrMUYECKUIA NpoLecc
JIETKMX MOYKHO TpaKToBaTb (MO AaHHbIM MOPGONOrMYECKOro NCCNEA0BaHMA) KaK HavyalbHble
NPOsiIBAEHNS OCHOBHOM MAaTONOIMMK, NPU KOTOPOW BMOCNEACTBUM MOTYT GOPMMPOBATLCA KU-
CTO3Hble 06pa3oBaHUA B IErO4YHON TKaHU. OnybanKoBaHbl 06HOBAEHHbIE MeXKayHapoaHble
KOMMJ/IEKCHbIE AMarHocTnyeckue kputepmum TC n PekomeHgaunm no HabAtoAeHMIO N NIeYEHUIO
(2021), no AaHHbIM KOTOPbIX NOATBEPKAEHbI FTEHETUYECKUE AMArHOCTUYECKUE KPUTEPUM BHE-
CEHbl HEKOTOPbIE U3MEHEHUSA B KNMHUYECKNE ANArHOCTUYECKNE KpuTepum [6]. Mpu reHeTnye-
CKOM TeCTUpOBaHMM ¥ 25 % nauMeHTOB MyTaumaA He BbiABAAETCA. Kpome TOro, reHeTM4YecKoe
obcnenoBaHMe NOKa3aHO HE TONbKO NALMEHTY, HO M €70 POACTBEHHUKAM, YTO B peasibHOM KNn-
HUYECKOM NPAKTUKE HEOCYLLECTBMMO. Peluatolee 3HaYEHWE NPKU YCTaHOBAEHUN gmarHosa TC
MMeeT BU3yan3aLma, NOCKO/IbKY NO3BOAET NOCTaBUTb NpeaBapUTENbHbIA AMArHo3 M onpe-
AenuTb cTeneHb 3abonesaHuna [9)]. JleyeHme TC cBOAUTCA [NTaBHbIM 06Pa3OM K CUMNTOMATUYECKOM
Tepanuu, a NPy PasBUTUN BblPaArKEHHOMN AbIXaTe/IbHOM HeAOCTaTOYHOCTU — K A/INTENIbHOM KMCNO-
poaoTepannu 1, BOSMOXKHO, TPaHCNAaHTaUmMn nerkoro [4].

Taknm obpas3om, npeactaBNeHHOE KAMHUYECKOe HabnogeHne AEeMOHCTPUPYET COXK-
HOCTb AnarHoctukm TC — peakoro (opdaHHoro) 3abonesaHma ¢ Myn1bTUCUCTEMHbIMM NPOSAB-
NIEHNAMM, a TaKKe 0COBeHHOCTN BapmnaHTa ero OTHOCUTENIbHO A06POKAYEeCTBEHHOMO TEYEHUA
y naumeHTKn 55 net. CnegyeT nogvyepKHYTb HEKOTOPYHO «HeonpeaeneHHOCTb» mopdono-
FTMYECKUX M3MEHEHUN B NETKMUX NPU AaHHOM NAaTONOMMM, YTO 3aTPyAHAET MHTepnpeTaumio
[AaHHbIX 6Moncum, He NO3BONAA NATOFMCTONOrY NOCTaBUTb HO30N10MMYECKUIA AnarHo3. Mynb-
TUAMCUMNNMHAPHbIN Noaxos K 06cnefoBaHMIO U e4eHMo NoA0OHbIX NaLMEHTOB ABAAETCA
KNOYOM K CBOEBPEMEHHOM ANarHoCcTUKe u adpdpekTnsHol Tepanmm TC.
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