3ametku u3 npaktuku « Clinical cases

https://doi.org/10.18093/0869-0189-2023-33-6-849-855

‘ '.) Check for updates

Ty6epo3HbIit CKNepo3 ¢ nopaxeHneM nerkux

H.B.Oscannuxos’, 0.4. busesun’ **, H.A.Pamovincras?, H.A. Yepramenxo?, H.B.Cancuna’

! Qenepanbhoe rocyapeTenHoe OlomkeTHoe 00pa30BaTebHOe YupexkieHHe Bbicuiero 00pa3obatns «OMCKMit rocyIapcTBeHHbIi MeMIMHCKMI YHUBEPCHTET>
Munsctepersa 3apasooxpanennst Poccmiickoii @enepamn: 644099, Poccus, Omck, ya. Jlenuna, 12

' QegepanbHoe rocylapcTBeHHoe DIO/KETHOE YupexieHue 3paBooXxpanetis «3anaaHo-CuOupekuii MemuuuHcKuii nentp eiepabHoro MeuKo-0HOTOTHIECKOro
arentctsar: 044033, Poccust, Omck, ya. Kpachbiii myts, 127

Pe3iome

Ty6eposnsiii ckiiepo3 (TC) — 3T0 pekoe reHeTUYeCKH AeTepPMUHUPOBAHHOE 3a00IeBaHIE U3 TPYMIIBI (PaKOMATO30B, ISk KOTOPOTO XapaKTePHbI
HE TOJIbKO HIMPOKUN CIIEKTp MOPaXKEHUSI OPTAHOB M CUCTEM, Pa3HOOOpa3ue KIMHUIECKUX MPOSIBJICHUI U MPOrPECCUPYIOLIee MHBATUAN3UPYIO-
1ee Te4yeHne, HO U COKpallleHre TPOIOJDKUTETbHOCTY XX13HY MaiieHToB. [1pu TC MOryT BO3HMKATh JOOPOKAYECTBEHHBIE OITYyXOJIH (TAaMapTOMBI)
B pa3HbIX OpraHax, BKJIIOYasi TOJOBHOM MO3T, IJlaza, KOXY, Cepile, MOYKH, TIeYeHb, JIETKHUE, KeTyJI0YHO-KUIIEYHbI TPaKT, SHIOKPUHHYIO
1 KOCTHYIO cUcTeMbl. [1pu mocTerneHHOM MporpecCMpoBaHUM U YBEIMUEHUH B pa3Mepax raMapToOMbl HapyIIAlT (GyHKIMKM STUX OPTAaHOB, MHOTA
npuBofs K (aTanibHbIM mociaencTBusiM. Llenbio paGoThl sIBUIACh TEMOHCTPALIUST KIMHUYECKOTO HabmoieHust 3a maimeHToM ¢ TC, OCHOBHBIM
TIPOSIBICHUEM KOTOPOTO SIBUJIOCH MTOPaXKeHNUE JIeTKUX. 3akmodenue. [10 TaHHBIM KIIMHIYECKOTO HAOIIOEHUSI TTPOIEMOHCTPUPOBAHBI CIIOXKHOCTh
nmuarHocTuk TC 1 0cOGeHHOCTH BapruaHTa ero OTHOCUTETBHO TOOPOKaYeCTBEHHOTO TeUCHUSI.

KiroueBbie ci10Ba: TyGEpO3HBINi CKIIEPO3, TMM(MaHTUOIEHOMUOMATO3, MYJIbTU(HOKATbHAST MUKPOHOLYJISIPHAST TUTIEPILIa3Ksl THEBMOLIMTOB.
KondumkT uarepecoB. KoHOIMKT MHTEPECOB aBTOpaMU HE 3asiBJICH.

®unancuposanne. OrHaHCOBas OAIEPXKKA ITyOTUKAIIUKA OTCYTCTBOBAJIA.

Druyeckas skcnepTu3a. Y namuenra H. mosyyeHo nucbMeHHOE T06GpPOBOJIbHOE MH(MOPMUPOBAHHOE COTJIacke Ha ITyOJIUKAIIMIO JTAHHBIX B HAYYHOM
JKypHaJe.
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Tuberous sclerosis with lung involvement
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Abstract

Tuberous sclerosis (TS) is a rare genetically determined disease from the group of phakomatoses that is characterized by a wide range of damage to
organs and systems, a variety of clinical manifestations and a progressive course, leading to disability and reduction in life expectancy. Benign tumors
(hamartomas) can occur with TS in various organs, including the brain, eyes, skin, heart, kidneys, liver, lungs, gastrointestinal tract, endocrine, and
skeletal systems. Gradually progressing and increasing in size, they disrupt the functions of these organs, sometimes leading to fatal consequences.
Aim. Demonstration of clinical case of TS with lung damage as the main manifestation. Conclusion. The presented clinical case demonstrates the
difficulty of diagnosing TS and the features of its relatively benign course.
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Ty6eposnrliit ckiepo3 (TC) BnepBbie MOAPOOHO ONMUCaH
bypuesusem (1880). TC npencrasisieT coboil ayTocom-
HO-JIOMWHAHTHOE 3a0o0JieBaHue, Pa3BUTHE KOTOPOTO
CBSI3aHO C MYTaUMSIMU B OAHOM U3 ABYX reHoB — T.SC1
unu TSC2; 3a601eBaHe MOXET MOpaXxaTh KaK B3pOCIbIX,
Tak u neteit. B Hacrosiiee Bpemst B Mupe ot TC cTpana-
0T 0KOJIO 2 MITH uestoBeK. Kimmanueckue npusHaku TC
pPa3HOOOPa3HbI U MOTYT CUJIbHO Pa3InyaThCs y MalueH-

TOB Jaxe B nipenenax ogHoi cemb [1]. TC cBOMiCTBEHHBI
MYJIbTUCUCTEMHbBIE POSIBJIEHUS], B KOTOPbIE MOTYT BOBJIE-
KaThCs TOJIOBHOM MO3T, Cepiilie, MOYKHU, KOXa U JIETKUE.
[TepBUYHBIMU MPOSIBICHUSIMU B JIETKUX SIBJISTIOTCS JIUM-
danruoneitomnomaros (JIAM) u MyabTUdhOKATbHAS MU-
KPOHOAYJISIpHas rurepruiazus naesmouutos (MMITI).
JIAM nopaxaet Mo4yTy UCKIIIOUUTEIbHO KEeHIIUH U BbI-
3bIBAET KMCTO3HYIO IECTPYKIIMIO JIETKKX, THEBMOTOPAKC
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U XWJIE3HBIH TIJIEBpabHbIN BHINMOT. JIAM npuUBOIUT K JIbI-
XaTeJIbHOM HEeTOCTaTOYHOCTH, TIPH KOTOPOil TpebyeTcs
nnautenbHas kucaoponpotepanus. s JIAM xapaktepHo
OoJtee OBICTPOE TIPOTPECCUPOBAHNE B MIPEMEHOITAY3ab-
HoM Bo3pacte. HanmporuB, MMI'TI nmopazkaeT My>KunH
M KEHIIWH B paBHOM CTENEHU, BBI3bIBAasT HEOOJBIIINE
Y3eJIKOBBIC JIETOYHBIE OTJIOKEHMS ITHeBMOoIUTOB 11 Tra,
KOTOPBIEC PEIKO IMPOTPECCUPYIOT 10 CUMITTOMATUYECKOTO
3abosieBaHusd [2].

Llenbio paboThI SIBUIACH IEMOHCTpALUST KIMHUUECKO-
ro HabmogeHus 3a manueHToM ¢ TC, OCHOBHBIM MPOSIB-
JICHHEM KOTOPOTO SIBUJIOCH TTOPaxkeHUE JETKUX, IMoKa-
3bIBAIOILIETO CJIOXHOCTh AMaTHOCTUKY U OCOOEHHOCTU
TeueHus 3a00JIeBaHUsI.

Knunuueckoe Habnioperme

IMaument H. 40 net, My>kuMHa, MOCTYMUJI B TeparieBTUYECKOE
otnenenue 20.10.22 ¢ xxamobaMu Ha Kallejdb ¢ OTXOXIEHHUEM
MOKPOTHI TTPEUMYILIECTBEHHO CAM3UCTOro XapakTepa 10 50 mi
B CYTKH, OJIBILIKY CMEIIAHHOTO XapakTepa Mpyu MUHUMAaJIbHOM
usnyeckoit Harpy3Ke, CHUXXKEHHWE MacChl Tejia 3a MOCJIeIHU I
rof 70 S5 KT.

AHamHe3 3a60eBaHust: B 2006 r. mpu m1aHOBOM 00CeI10-
BaHWU BbISIBJIEHbI U3MEHEHMSI HA PEHTIeHOIpaMMe OpPraHOB
rpyaHoi Kietku. [TpoBeneHbl 00cae10BaHUE ¢ TOMOIILIO MYJIb-
TUCTIMpabHOI KoMnbloTepHOoii ToMorpaduu (MCKT) opraHoB
rpyaHoii kinetku (OI'K), KoHcyabTaius ¢hpTuzuarpa, myJaibMOHO-
siora. J1j1s1 yTOUHEeHU sl 3TUOJIOTMU MHTEPCTULIMATIbHBIX U3MEHEe-
HUIi JIETKUX Oblj1a BBITIOJTHEHA TOPAKOCKOITHS ¢ OMOIICUeii Jier-
koro. 'mcromopdonornuecku nuarHoctuponaH JIAM nerkux.
[To moBomy ykazaHHOTo AMarHo3a HaboaaICs y MyJbMOHOJIOrA,
HeperyJsipHO ToIydal iedeHre unparporusi opomuaom 20 MKr
1o 2 1036l 3—4 pa3a B CyTKM.

Bonpoc o HazHaYeHUM Tepanuu CUPOJIMMYCOM He paccMar-
puBaICs.

C 2020 r. oTMETH yCUJIEHUE OJBILIKU, KOTOpasi cTajia BO3-
HUKaTh MPU MUHUMAJIbHOI (hU3MYECKON Harpyske, Kallejlb
C MOKPOTOI CIM3UCTOTO XapaKTepa, CHUXKEHHUE MacChl Tea.
ITo nannbiM MCKT OT'K ot 10.09.20 BbIsiBI€HBI MPU3HAKHU
G dY3HOro MeJIKOO4YaroBoro mopaxxeHus1 JJErkux ¢ MHTEPCTU-
LIMAJIbHBIM KOMIIOHEHTOM, MHOXECTBEHHbIE CyOIieBpaibHbIe
KVCTbI, BEIPaXKEHHbIN MTHEBMOGMUOPO3 B BEPXHUX T0JSIX JTETKUX.

KoHcynbTHpoBaH MyJabMOHOJOIOM, TP OCMOTpPE caTypa-
1Mt KUCJIOPOIOM apTepuainbHoii kposu (Sa0,) — 75 %. Peko-
MEH/IOBaHbI AJUTEIbHASI KUCAOPOAOTEpanusl Ha 1oMy (ITOTOK
<571/ MuH 10 16 9 B CYTKHM), THOTPOITUSI OPOMUI + 0JI01aTePOTI
2,5/ 2,5 MKr 2 uHransiuuu 1 pa3 B CyTKU.

B cBs13u ¢ oTcyTcTBHEM 3(peKkTa OT JIeYeHUs KOHCYIbTUPO-
BaH HayYHbIM KOHCYJbTaHTOM-ITyJIbMOHOJI0roM. Ha ocHoBaHUM
KJIMHWYECKUX naHHbIX, pe3ynabratoB MCKT OI'K B nuHamuke,
BbIsIBIEHHOTO JIAM 10 NaHHBIM TMCTOJOTUYECKOTO UCCIea0Ba-
Hust 6uonTara Jierkoro B 2006 1. BriepBbie ObIJI AMAarHOCTUPOBAaH
TC ¢ hopmupoBaHUEM «COTOBOTO JIETKOTO» U ABYXCTOPOHHUX
OPOHX02KTa30B.

B nepuon ¢ 11.05.21 o 14.05.21 o6cnenoBaH B IPOTUBOTY -
OepKyJIe3HOM JIMCITaHCepe 10 MECTY KUTEIbCTBA: Mpobda MaHTy
¢ 2 TyOepKYJIMHOBBIMU eAMHULIAMU U JIMaCKMHTECT — OTpUlIa-
TeJIbHbIE, AaHAJIM3 MOKPOTbI METOJOM MOJUMEPA3HON LEMHON
peakiuu Kk JIHK mMukobakrepuit TydOepKye3a — OTpuLaTe/b-
HbI. 3aKJIIoYeHMe: JTaHHBIX 3a TYOepKyJie3 JIerkKux HeT. Peko-
MEHIIOBaHO HaOIIOIEHUE MYJIbMOHOJOTIOM.

B nepuron ¢ 09.06.21 o 17.06.21 mamueHT 6bLT 06CIem0-
BaH M TOJyYyas JieueHre B CTallMOHape C lieJIblo MPOBEACHUS

MEIUKO-COIMATbHOM 3KCIepTU3bl U HAIIPaBJICHUS TOKYMEH-
TOB B (henepalibHOE YUpeXKIeHNE TSI pACCMOTPEHUs BOIIpOca
0 TPaHCIUIAHTALMU JIETKOTO.

18.07.21 oTMeueHO pe3Koe YCUJICHUE OABILIKM, MalMeHT
TOCITUTAIM3UPOBAH 110 HEOTIOKHOI IToMOIIN. JInarHocTUpoBaH
MMPaBOCTOPOHHUY CIIOHTAHHBIN MMTHEBMOTOPAKC, BHITIOJTHEHO
NpeHUPOBaHKE MPaBOi IJIEBPATbHOM TIOJIOCTH, ITHEBMOTOPAKC
yCTpaHeH.

C 15.11.21 mo 06.12.21 rociuTann3npoBaH B TeparieBTHYE-
ckoe otaesneHre MenaepaTbHOrO TOCYIaPCTBEHHOTO OFOIKET-
HOTro yupexnaeHusi «HaunoHanbHbIil MEIUUIMHCKUIA HUCCTIe-
IIOBaTEJIbCKUIA LIEHTP TPAHCTUTAHTOJIOTMU M MCKYCCTBEHHBIX
opraHoB uMeHu akagemuka B.W.IllymakoBa» MuHucrepcTBa
3npaBooxpaHeHust Poccuiickoit denepanun. Ha ocHoBaHUM
MMPOBEIEHHOTO 00C/IeIOBaHMST YCTAaHOBIIEH nuarHo3 Q85.1.
Tyb6epo3Hblit ckiiepo3 ¢ GopMUPOBAHUEM «COTOBOTO JIETKO-
ro». J47. IBycTopoHHUE OpOHX03KTa3bl. 127.8. XpoHuyeckoe
nerouHoe cepatie. J96.1. XpoHudeckas AbIxaTebHast HeI0CTa-
TOYHOCTb 2—3-i1 ctenieHu. [1o pe3ynpraTaM KOMILJIEKCHOTO 00-
CJIeIOBAHMS BBISIBJICHBI TTOKa3aHUS K TPAHCIIAHTALIUM JIETKHX.
[ManeHT BKITIOUEH B JTUCT oxxupaHust. Ha hoHe mpoBonMoro
JIeyeHUs1 OPOHXOJIUTUYECKUMM TpernapaTaMu U IJIUTeIbHOMI
KMCJIOpOAOTepaIuy Ha oMY ¢ Havaja okTsops 2022 r. oTMme-
YEHO YBEJIMYCHUE KOJIMISCTBA MOKPOTHI, YCUJICHUE OIBIIIKH,
YTO TIOCTYKWJIO OCHOBAHUEM JIJISI TOCTIUTAIN3AIINH U TTPOBE-
neHus jedeHus B niepuon ¢ 20.10.22 o 14.11.22. Beinucan
C YAYYIIEHUEM.

Anamue3 )u3Hu. CoLMalbHO-OBITOBBIE YCIIOBUS XXU3HU
YIOBJIETBOPUTENIbHBIC. [1pUBBIYHBIE MHTOKCUKAIIUY OTPUIIACT.
W3 nepeHeceHHBIX 3a00JIeBaHUIT OTMEUaeT OCTPhIe pecrpa-
TopHbIe BUpycHble MHbekuun, COVID-19, nepeHeceHHbII
B utone 2021 r. Bupyc ummyHoaeduimra yeoBeka, renaTur,
3a001eBaHUs, TIepeaaBaeMble TTOJOBBIM MyTeM, TyOepKyJIe3 OT-
pumnaet. Oniepaiin: TOPAaKOCKOITHS ¢ OUOTICUEH TTpaBoOro JieT-
koro (2006); ApeHUpOBaHKE PABOIA TUIEBPATBHON MOJOCTH
(18.07.21). Y KpOBHBIX POJCTBEHHUKOB MallMeHTa XPOHUYECKUX
3a00JIeBaHUIi HE 3apETUCTPUPOBAHO. AJIJIEProJOrMuYecKuii aHaM -
He3 He OTATOIIICH.

Oo0bekTuBHBI cTaTyc. PocT — 173 cM, macca tema — 50 KT,
WHIEKC Macchl Tejia — 16,71, CocTosIHME OTHOCUTEIBHO YIOB-
JIETBOPUTEIbHOE, CO3HAHUE SICHOE, TOJIOKEHUE aKTUBHOE.
KoxxHble TOKPOBBI TEJECHOTO 11BeTa, TEIIbIii aKPOLIMAaHO3.
[MonkoxxHas XuUpoBast KJieTyaTKa pa3BUTa ci1abo, pacmpeie-
JIeHa paBHOMepHoO. [lepudepnueckue TuMbaTuIecKue y3Jbl
He yBeJInueHbI. [lasbrupyeTcs neperieek IMUTOBUIHOM KeJie-
3bl 5 MM, MSITKO2JIACTUYECKON KOHCUCTEHIIUU, 06€3001e3HEH -
Hbli. ['pynHas knetka sMpuzemMaTo3Has, CAMMETpUYHasi, 00e
ITOJIOBUHBI YYaCTBYIOT B akTe AbIxaHus. [1pu mepkyccun Hag
JISTKUMU 3BYK JICTOYHBII ¢ KOPOOOYHBIM OTTEHKOM, OIMHAKO-
BBII HaJl CAMMETPUYHBIMI Y4acTKaMU I'PYITHOI KIIETKH, FaMMa
3BYYHOCTU cOoxpaHeHa. YacToTa AbIXaTeJbHbIX IBUXKEHUIN —
20 B MUHYTY. [IpIXaHuE XEeCTKOE, BLICIYILIMBAIOTCS pacCesTHHbIE
cyxue rynsaumue xpunbl. Sa0, — 98 % na notoke O, 5 11 / MUH.
[Tynbc — 102 B MUHYTY, CAMMETPUYHbII, PUTMUYHBIH, yIOBJIET-
BOPUTETBHBIX CBOMCTB. ['paHMIIBI cepala: mpaBas — Ha 1,5 cM
KHapy>Ku OT IpaBoro Kpasi rpyauHsbl, BepxHss — 111 pedpo, ne-
Basg — Ha | cM KHYTpH OT JIeBOI CPEAMHHO-KJIIOUMYHON JIMHUM.
Tonbl cepaia npuriayieHbl, putMuuHbie. AKiieHT I1 ToHa Haz
JIeroyHol aprepueid. ZKMBOT MpU NMayIbIIalluK MATKUI, 0e3001€e3-
HeHHbIi. [ledyeHb U celie3eHKa He nanbupylotcs. CTyI U Mo-
YyeucryckaHue He HapylleHbl. OTEKOB HeT.

JlaHHBIE TOTIOJIHUTEJIBHBIX METOIOB O0CICIOBAHMSI:

* 00wmMit aHaNMM3 KPOBHU U oOmnit ananu3 moun (20.10.22),
onoxumuueckuit aHanus kposu (20.10.22) — nokazaTenu

B Ipeneiax peepeHTHbIX UHTEPBaJIOB;
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Pucynok. MynbrucnupanbHasi KOMIbIOTepHas ToMorpamMa nauueHta H. (akcuanbHbie 1 KopoHapHble ckanbl) oT 10.09.20 (cnesa) u 21.10.22
(cnipaBa). B 3aHe0a3a1bHbIX OT/I€1aX O0OMX JIEFKMX OTMEUAIOTCs y4acTKM KMCTO3HOM TpaHCchOpMaLMU JIEFOYHOM MapeHXUMBbI 110 TUITY «COTOBOTO
JIETKOTO», MHOXECTBEHHbBIE TOHKOCTEHHbBIE KMCThI PA3JIMYHOTO Kannbpa. MHOXKeCTBEHHbBIE IUIEBPOITYIbMOHAIbHBIEC CTaliKu. B cyOrieBpanibHbIX
oTzeax 000MX JIETKUX, a TAKXKe MepUOPOHXMATBLHO OTMEUAIOTCST YIACTKU YIUIOTHEHUSI 110 TUITY KOHCOJUIAINM, 60Jiee BEPOSITHO, 3a CUET ITHEeB-
Mohubpo3a. B BepxHUX U CpemHUX OTAEIaxX JErKUX BU3YaAIU3UPYIOTCS YYaCTKU CYOIUIEBPAIbHOTO U MEPUOPOHXMATBLHOTO MHEBMOGMUOpO3a,
B HIDKHUX OTIeJIaX JITKUX — y9aCTKU KUCTO3HOM TpaHchopmarmu. [ledopmariust mpocBeToB 6poHX0B. [THeBMaTU3aIIMsI JIETOYHOM TapeHXMMBbI
nuddysHo cHKeHa. B ninHaMuke oTMevaeTcst MporpeccupoBaHre U3MEHEHUH B JIETKUX

Figure. Multislice computed tomography (axial and coronal scans) of patient N., dated September 10, 2020 (left) and October 21, 2022 (right). In the
posterobasal sections of both lungs, areas of cystic transformation of the pulmonary parenchyma of the “honeycomb lung” type and multiple thin-
walled cysts of various calibers are noted. Multiple pleuropulmonary adhesions. Areas of consolidation are noted in the subpleural parts of both
lungs, as well as peribronchially, most likely due to pneumofibrosis. Areas of subpleural and peribronchial pneumofibrosis are visualized in the upper
and middle parts of the lungs, areas of cystic transformation — in the lower parts of the lungs. Lumens of the bronchi were deformed. Pneumatization
of the pulmonary parenchyma is diffusely reduced. Changes in the lungs were progressing over time
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* (yHKUMS BHelIHero abixaHus (24.11.21): dopcupoBaH-
Hasl XXu3HeHHass eMKOCTh jierkux (D2KEJT) — 25 %, 06bem
(bopcuposaHHOro Bbitoxa 3a 1-10 cekynny (O®PB,)) — 25 %,
cootnowenne OPB / ®AKEJT — 104 %, nukopas o6beMHast
CKOpOCTb Bbimoxa — 28 %;

*  6-MMHYTHBII mAroBbiii Tect (27.11.21): mpoiineHHast au-
crannusa — 270 M (pyHKIMoHaIbHBIN Kiace 111).

Janupie MCKT OI'K 6e3 konTpactupoBanus ot 21.10.22:
dbopwma rpynHoit kineTkn obsryHas1. [THeBMaTu3anms 060mx
JIETKUX 3HAYUTETHbHO CHIKEHA 32 CUeT MOBBIIIEHUS TIJI0OTHO-
CTU TTapPEHXUMBI TI0 TUITy «MaTOBOTO CTEKJIa» CPeIHeil MH-
TEHCUBHOCTU Y MEJIKOOYaroBOil IEHTPUIIOOYISIPHOI aucce-
MuHanuu. B 3anHe6a3anbHBIX OTAenax 000UX JIeTKUX Ompe-
NEJSTIOTCS YIaCTKN KUCTO3HOU TpaHchOopMaIuu JeTOUHON
TMapeHXUMBI 110 TUTTY «COTOBOTO JIETKOTO». B cyOrieBpasbHBIX
oTnenax o00UX JErKNX BU3YaTU3UPYIOTCS MHOXECTBEHHBIE
TOHKOCTEHHBIE KUCTHI 10 18 MM. B mapenxume o60ux JeTKuX,
OoJIblIle B BEPXHUX U CPEIHUX OTIAENIAaX, OTMEUAIOTCS YIaCTKU
MepUOPOHXUATBHOTO U CYOIIEeBpaIbHOTO TTHEBMOGUOpO3a
10 TUTTY KOHCOoMUaauuu. [IpocBeTsl MOJIeBBIX, CETMEHTAPHBIX
U cyOcerMeHTapHBIX OPOHXOB C 00eUX CTOPOH HEPABHOMEPHO
MUIATUPOBAHBI. MHOXECTBEHHBIE MEJIKUE TIIIEBPOITYIbMO-
HaJIbHBIE CITAIIKW BO BCEX OTAeNaX IUIEBPATbHBIX MOJTOCTEH,
KapanomyJIbMOHAJIbHBIE, KapauonradparMaabHble CIANKH.
Kopnu nerkux pacumpeHsl, CTpyKTypa KopHeiil nuddepeH-
uupyetcs 6e3 pu3HakoB aedopmarmu. CpenocteHrue 0ObIYHO
PacIoyIoXeHO, He paclIupeHo, HOBOOOPAa30BaHMIl B TIepeTHEM
U 3alHEM cpelocTeHun He omperensiercs. Cepaiie 00BIYHO
pacToyioXeHO, He CMEIIeHO, YBEIUUYEeHBI MPaBble OTIEJIbI.
ATepoKaTblIMHO3 KOPOHAPHBIX apTepuil. dparMeHTapHBIM
aTepOKAIBIIMHO3 IyTU aOPTHL. JJaMeTp JTeroYHOTO CTBOJIA —
38 MM, TIpaBoOii IJIABHOW BETBU JIETOYHOU apTepun — 24 MM,
JIEBOI1 INTABHOM BETBM JIETOYHOI apTepun — 23 MmM. JIumdatn-
YECKUE y3JIbl CPENOCTeHUST BU3YAIN3UPYIOTCS B YBEIMUYEHHOM
KosmyecTBe, pa3mep — 10—16 MM o KopoTtkoii ocu. Jua-
(bparma pacronoxkeHa 0ObIYHO, KOHTYPHI €€ POBHbBIE, YETKHUE.
[MneBpanbHBIe cUHYCH CBOOOIHBI. KOCTHO-IECTPYKTUBHBIX
M3MEHEeHUI KOCTHOTO KapKaca He BBISIBIEHO.

3akioueHne: KoMIblotepHo-ToMorpadudeckue (KT) mpu-
3HaKku MU GY3HBIX MTHTEPCTULTUATBHBIX U3MEHEHUH, MEIKooYa-
TOBOTO TTOPAXKEHUSI JIETKUX, BBIPAKEHHBIX ITHEBMO(MUOPO3HBIX
n3MeHeHui. [IBycTOpoHHUe TuleBpocaeuHble n3MeHeHus1. Koc-
BEHHBIE TTPU3HAKHU JIETOYHOU TUniepTeH3un. BHytpurpynnas
nmumdbanenonaTus. B cpaBHeHUU ¢ JAHHBIMU TIPEIBITYIIIETO
uccnenosanus ot 10.09.20 — HapacTaHue u3MeHeHUit (CM. pu-
CYHOK).

[Ipn ynerpazBykoBoM uccienoBanuu (Y3 M) opraHoB Gproli-
Hoit mostoctu oT 28.10.22 onpenenstorcs Y 3-npusHaku quddys-
HBIX U3MEHEHUI B TIEUSHU; TIOJIUATIBI KETTHOTO TTY3bIPSI.

[To nanHbIM 3Xx0Kapauorpadum ot 24.10.22 oTMedeHO
yBeIMYEHNE TPaBbIX OTAENOB cepana. Pacimmpenue cTBora
JlerouHol aptepuun. [urepTpodust cTeHOK JIeBOTO U TIPaBOTO
xkemynoukoB. CokpaTuTenbHasi CTOCOOHOCTh MUOKAp/Ia JIEBO-
IO XeJIyJo4YKa yIOBIeTBOPUTEIbHAS. 30HBI TUTTOKMHE3a YETKO
He BU3YaJIU3UPYIOTCS. JIBIDKEHIE MEXCKETyI0UKOBOI Tepero-
ponxu GiKe K MapagoKcaTbHOMY. AOpTa He paciipeHa, CTeH-
KU yIioTHeHbl. CTBOPKY MUTPAJIBLHOTO M TPUKYCITUIAIBHOTO
(TK) xianmaHoB ynauHeHbI, M30BITOYHO TTOABVKHEL. [lepen-
Hsist ctBopka TK mponmabupyeT B MoI0CTh TPaBoOTo Mpeacepavst
10 6 MM — ripojanc TK 1-2-i1 creneHu.

[Mo manHbBIM TONTIIEPOBCKOI 9X0Kapnuorpadny BeISIBICHA
TPUKYCTTUAATbHAS PETyPTUTALINS 2-11 CTEeTIEHU, MUTPaJIbHAS
peryprutans 1—2-i crenenu. Juddy3Hbie n3MeHeHUS cep/lia
C IuITaTalueit IpaBbIxX OTAeNOB cepaua. [Ipu3Haku nucruiasum
coequHUTebHOIM TKaHU. [Iponanc TK 1—2-ii crenieHn. YmepeH-
Hasl TPUKYCITUIATbHAS HEMOCTaTOYHOCTD. [Ipr3HaKy BeIpaskeH-

HO JIETOYHOI TUTePTeH3UN (CUCTOTNIECKOE MTyIbMOHATBHOE
nmaBjieHue — 67—72 MM pT. CT.).

[To marubM Y3 U MoueBoro my3bipst ot 01.11.22 cTpyKTyp-
HBIX U3MEHEHU1 He OTMEUEHO.

®ubporactpogyoneHockonus oT 19.11.22: ractpomatus
T10 TUITYy TIOBEPXHOCTHOTO TaCTPUTA.

KT ronmoBuoro mo3ra ot 25.11.21: o4yaroBeix U3MeHEHU
BelllecTBa TOJIOBHOTO MO3Ta He BBISIBIeHO. HepaBHOMepHOE
YTOJIIIEHNE CITM3UCTON TTPUAATOYHBIX Ma3yx Hoca. B sueitkax
COCIIEBUIHOTO OTPOCTKA CIIPaBa — XUIKOCTHOE COMEPKUMOE.

KT opraHoB OpIoIlIHOM MOJOCTU C BHYTPUBEHHBIM KOHT-
pactupoBanueM ot 16.11.21: KT-kapTuHa eIMHUYHBIX KACT
TIeYeHHU.

O6cyxaeHue

TC — penkoe MyJIbTUCUCTEMHOE TeHETUYECKOEe 3a00-
JieBaHMe, TTopaxartollee nmoutu Bce opranbl. TC oguHa-
KOBO YacTO CTPafaloT MYXXUYMHBI U XEeHIIMHBI. boyie3Hb
HaclIenyeTCsI ayTOCOMHO-IOMUHAHTHO U BBI3BIBACTCS
reTepo3uroTHO MyTtanmeit B reHax auoo 7.5SCI1, nubo
TSC2. lllupokuii crieKTp MopaxkaeMbIX OPTaHOB OTpa-
kaeT posib reHoB TSCI u TSC2 B peryasiuuu npoiude-
paumu 1 quddepeHInpoBKH Ki1eToK. TC CMIBHO pa3in-
YaeTCs 10 KIIMHUIECKOM KapTUHE M TMHAMUKE Pa3BUTHS
3aboseBaHus. [IposiBaeHus 3a00aeBaHUS TPOAOIXKAIOT
pa3BUBAThCs HA TIPOTSKEHUM BCEM KM3HU OOJILHOTO.
TC cBs13aH ¢ HECKOJIBKMMU JIETOYHBIMHY TIPOSTBICHUS -
mu, Bkaoyast JJAM, MMI'TI u xune3nsblii BeinoT. JIAM
MpencTaBisieT codboil MyJIbTUCUCTEMHOE 3a00JieBaHuE,
XapaKkTepu3yeMoe KMCTO3HOW AeCTPYKLMEH JTIETOUYHOMN
IMapeHXUMBbI, KOTOPOE MOXKET BOZHUKATh JIN00 Ha (hOHE
TC (TCJIAM), mu6o criopagunaecku (cJIAM). TC JIAM
OOBIYHO MPOTEKAET Jierye 1, B otTinuue ot cJIAM, moxeT
BO3HUKATh Y My>XYMH. OH ITPOSBIISICTCS MHOXECTBEH-
HBIMU IBYCTOPOHHUMU O PY3HBIMI TOHKOCTEHHBIMH
KMCTaMU C HOPMAJIbHOM MPOMEXYTOYHOM MMapeHXUMOM
nerkoro no pesyabratam KT OT'K. JIAM ocnoxHsieTcst
CITOHTaHHBIM MMHEBMOTOpPAaKcOoM Yy 70 % GOJBbHBIX C BbI-
COKOI1 yacToTOi petmnnBoB. [1pemaparamMmu BeIOOpa pu
JIAM ¢ ymepeHHBIM HapylIeHrneM (DYHKINY JIETKUX WUIN
XUJIE3HBIM BBIIIOTOM SIBJISIFOTCSI UHTMOUMTOPBI MUIIIEHU
pamamMuUMHa MJieKonuTawowmux (mammalian Target of
Rapamycin — mTOR) [3, 4].

3aboneBaemocth TC cocTaBisieT mpuMepHoO 1 ciydaii
Ha 5 000—10 000 HoBopoxneHHbIX. TC xapakTepusyeTcs
IUPOKOPACTIPOCTPAHEHHBIMKA TaMapTOMaMu 1 100pO-
KauyeCTBEHHBIMU WX (PEIKO) 3JI0KaYeCTBEHHBIMU HO-
BOOOPA30BaHMSIMM, IOPAKAIOIINMU PA3IMUYHBIC OPTaHbI,
yaiie BCero roJOBHOM MO3T, KOXY, CEeTYaTKy, TOUKH, Cep-
nue u gerkue. B MexayHnaponHom peectpe TC (TuberOus
SClerosis registry to increase disease Awareness — TOSCA)
comepKaTcsl UICXOIHbBIC MaHHBIE O marueHTax (n = 2 093),
3apeructTpupoBaHHbIX B 170 LieHTpax 31 cTpaHbl, JOCTYII-
HbIE 110 cocTosHMIO Ha 30.09.14 [5].

OcHOBHBIM cpenctBoM auarHoctuku TC mmpomoirka-
0T OCTaBaThCs KIIMHUYeCKUe TTpu3Haku. [1o cpaBHEHUIO
¢ kputepusiMu 1998 r., K110UeBBIMU U3MEHEHUSIMU B M-
arHoctuke TC, BHeceHHbIMU MeXIyHapoJHO Ipynnoi
TC (2012), aBASIIOTCSI TEHETUYECKOE TECTUPOBAHUE U CO-
KpallleHre TMarHOCTUYECKUX KIacCoB ¢ 3-r0 (BO3MOXK-
HBIIi, BEPOSITHBIN 1 OIpenesieHHbI) 10 2-T0 (BO3MOX-
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HBIIA, onpeaesieHHbIH) [6]. OnyOGIMKOBaHbBI OOHOBJIEHHBIE
Me:xmyHapoIHble KOMIUIEKCHBIE TMaTHOCTUIECKIE KPH-
tepun TC 1 PekomeHgaumy 1o HaOJIIOIEHUIO U JIEYEHUTO
TC (2021), 10 JaHHBIM KOTOPBIX BHOBB ITOATBEPKICHBI
TreHEeTUYECKUEe TMarHOCTUYECKUEe KPUTEPUU U BHECEHBI
HEKOTOPBIC U3MEHEHMS B KIIMHUYECKIE TUAarHOCTHUECKIE
Kputepuu [7].

[Ipu reHeTMYECKOM TeCTUPOBAaHUU Y 25 % malueH-
TOB MYyTallusl He BbIsBasieTcs. Kpome Toro, reHeTuue-
cKoe oOcienoBaHue MOKa3aHO HE TOJIBLKO MalUeHTY,
HO M eT0 POICTBEHHMKAM, YTO B pealbHON KIMHMUYE-
CKO MpaKTHKe HEOCYIIeCTBMMO. Pelaroliee 3HaueHne
Mpu yctaHoBiaeHuu auardo3a TC nmeeT Bu3yaausaius,
IMOCKOJIBKY MO3BOJISIET TTOCTABUTH TIpeIBapUTETbHBIN
nrarHo3 TC u ompenenTsb CTeIeHb 3aboaeBaHus [8].
O6une nposisineHus TC BKIOUaloT B ce0s1 KOPKOBBIE
Oyrphl, Cy0areHIMMAaNIbHbIE Y3eJIK1U, aHOMaauu 0eJ1oro
BelllecTBa, aHOMaJIMM CETYaTKU, pabJIOMUOMY cepilia,
JIAM, noyeyHy1o aHrMOMUOJUTIOMY U MTOPAXKEHUS KOXKU.
BosieueHue jerkux 3akiatodaercs B pa3Butuu JIAM u,
pexe, MMITI, koTopasi BI3bIBAaET KMCTO3HbIE U Y3JIOBbIE
3abosieBaHus cooTBeTCTBEHHO [9, 10]. [To pe3ynbratam
HeIAaBHUX MCCIICIOBaHUI TTOKa3aHO, U4TO JIeTOUHBIN JIAM
obHapyxuBaetrca ¢ nmomoupio KT y 35 % mauueHTOB
xeHckoro nojia ¢ TC. MMITTI BcTpevaeTcst peiko 1 MO-
KeT ObITh cBsi3aHa ¢ JIAM unu (pexe) BOZHUKaAET Kak
M30JIMPOBAHHOE JITOUHOE TIposiBIIeHUe Y skeHIInH ¢ TC.
OnpllKa ¥ TTHEBMOTOPAKC SIBJISTIOTCST YaCTHIMU KJIMHUYC-
ckumMH nposiBieHusimu JIAM, Torna kak MMTI'TI o6b14yHO
npoTekaeT 6eccumnTomHo [11, 12].

duddepennnanbHasg nuarHoctuka TC mmpoBoguT-
ca ¢ JIAM. BT1o vanie cBsI3aHO ¢ TTaTOTeHHBIMU Bapu-
antamu T.SC2 v mpeuMyILeCTBEHHO TMopaxKaeT XXeHILUH
B IIpeMeHoImay3e, Ha 3—4-M OeCATHICTUU XKU3HU, 9YTO
00YCJIOBUJIO TIOSIBJICHHE TUIIOTE3bI O TOM, UTO 3CTPOTCH
perynupyert niepenauyy curianoB TSC u, BO3MOXHO, TaK-
xe murpaumio TSC2-nepuuuTHBIX KaeToK. PaHHUMU
MPOSIBJICHUSIMU SIBJISTIOTCSI KaIlleJb, IIPOTPECCUPYIOLIAast
OIBIIIKA TPU (U3NICCKOM Harpy3Ke U IMTHEBMOTOPAKC.
MMIII u cBeT/IOKIETOYHAS OIyXOJib JIETKUX SIBJSIIOTCS
PEAKUMU TIPOSIBICHUSIMU MopaxkeHus Jerkux npu JIAM.
Jlerounniit JIAM, Kak nmpaBujio, sIBJsSETCS TeHepaaInu30-
BaHHBIM U IIPOTPECCUPYET, CBSI3aH C TUIOXMM IIPOTHO30M:
pamuKaIbHOTO JISYCHHSI, KPOME TPaHCIIAHTAIIN JICTKHX,
HE CYILECTBYET.

Jleuenue TC He pa3paboTaHO U CBOIMUTCS TJIaBHBIM
00pa3oM K CUMITTOMATHUYECKO TepaItiu, a TIPY Pa3BUTUH
BBIPA’KEHHOW IBIXaTEJIbHOW HEIOCTATOYHOCTU — JJIN-
TeJbHOM KUCIOPOIOTEPANIUM U, BO3MOXHO, TPaHCILJIaH-
Taiuu jgerkoro [4, 13, 14]. CybsneHauMalibHasi TUraH-
TOKJICTOJIETOYHAS aCTPOIIUTOMA, MIOYCYHBIC aHTUOMHMO-
JINTIOMBI ¥ STIWAJICTICUS SIBJISTFOTCS TPEMST 000PEHHBIMU
VYrpapieHueM Mo caHUTapHOMY HaA30py 3a KaueCTBOM
MUIIEBBIX MPOAYKTOB U MenukameHToB (Food and Drug
Administration — FDA) nokazanusimu B otHoueHuu TC
IIJIST ICTIOJIb30BaHUS 9BEPOJIUMYCa, KOTOPBIN SIBISETCS
nHruoutopom mTOR I nokonenus. JIns neyenus JJIAM
FDA Take ono0peH panamuiiviH. JApyrue cumnromsl TC,
Ha pa3BUTHE KOTOPHIX MOTCHIIMAIHLHO MOTYT ITOBIHSITh
Mpernaparsl 3TOTO KJiacca, B HACTOSIIee BPeMsT UCCIIETY-
1oTcs [15].

[To maHHBIM TTPEACTAaBAEHHOIO KJIMHUYECKOT0 Ha0II0-
neHus TC nuarHOCTUPOBAH KakK BO3MOXHBIM HAa OCHO-
BaHUM HAJIUYMS OIHOTO IIepBUYHOTO Mpu3Haka — JIAM.
CremyeTr OTMETUTh, YTO 3TOMY AUAaTrHO3Y COOTBETCTBYET
KJIMHUYECKasl KapTUHA 3a00J1eBaHusI U OTHOCUTEIbHO
JI00poKauyeCcTBEHHOE TeUeHHUeE, 3aK/II0YalolIeecs B Mejl-
JIEHHOM TporpeccupoBaHUM — 15 set. MenjeHHOe
nporpeccupoBanne TC xapakTepHo 1t My>KUnH. B 1mo-
ciaenHue 2 rofa y mauydeHTa oTMeuaaach OTpUlaTeIbHast
nuHamuka 1o naHHbiIM MCKT OT'K 3a cueT pazButus
«COTOBOTO JIETKOTO» U TMTOBBIIIIEHUS TNIOTHOCTH TTapeHXH -
MBI TTO TUITY «MaTOBOTO CTEKJIa» CpeHel MHTEHCUBHOCTHA
U MEJIKOOYAroBOi LIEHTPUIOOYISIpHON IUCCeMUHAIIUN,
4YTO, BEPOSITHO, CJIelyeT pacleHMBaTh KaK MPOsIBJIeHE
MMITTI. Bto TakXKe 6oJiee XapaKTePHO JJIST JIALI MY>KCKOTO
nosia. 3aboseBaHue ocioxkHMIOCh 18.07.21 pa3ButneM
MPaBOCTOPOHHETO CIIOHTAHHOTO MTHEBMOTOpPaKca 1 Mpo-
rpeccCUpoBaHUEM JIbIXaTeIbHON HEJOCTAaTOYHOCTH.

Hns TC xapakTepHBI pa3HOOOpa3Hast KIIMHUYECKast
MaHudecTalnsI, 3aBUCSINAsl OT BO3pacTa 1 1oJIa Talu-
€HTa, a TaKXKe BapuabeTbHOCTh (PeHOTHUIIA, TTPU KOTOPHIX
CYLIECTBEHHO 3aTPYyIHSIETCS] AUArHOCTUKA, YTO U MPO-
IeMOHCTPUPOBAHO B IMPEACTABICHHOM KIMHUYECKOM
HaOJIONEHUH.

3aknioyeHue

ITo naHHBIM NpPeaCTaBAEHHOIO KIMHUYECKOTO HAOII0-
NIeHUsI TIPOIEMOHCTPUPOBAHbBI CIOXKHOCTb AUArHOCTUKU
TC — penkoro (opdaHHOro) 3a601eBaHUS C MYJIBTUCHC-
TEMHBIMY TTPOSIBJICHUSIMU, a TAaKKe OCOOCHHOCTY BapraHTa
€r0 OTHOCHUTEIIEHO TOOPOKAYECTBEHHOTO TEUSHNST, KOTOPOe
coctaBuio 15 JieT, 10 pa3BUTHS BBIPAXKEHHOM JbIXaTeb-
HOI HemocTaTouHOCTH. [1pu TIaTeIbHOM 00CIeNOBaHUN
MaHHdeCTallM CUCTEMHBIX TTOPaKeHUI HE BBISIBIICHO.
ITo npuunHe 3ano3nanoi IMarHoCTUKU Tepanusi UHrMou-
topoM mMTOR He npoBoaWIaCh, OMTHAKO C/IeAyeT OTMETUTD,
yto uHruoutTopel MTOR cTanu npuMeHsTbCS B Tepanuu
JIAM u TC gepe3 MHOTO JIeT TTocjie MaHM(beCcTalnu 3a00-
JIeBaHUS y TAHHOTO MareHTa. MyabTUINCIUTUTMHAPHBINA
MOAXO K 00CJIEAOBAHUIO U JIEYSHUIO MTOTOOHBIX MallueH-
TOB SIBJISIETCSI KJTFOUOM K CBOEBPEMEHHOM TMAarHOCTUKE
u 3¢pcdextrBHOI Tepanuu TC. B maHHOM citydae MporHo3
3a00J1eBaHNUSI MOXET OBITH OJIATOTIPUSTHBIM TOJIBKO TP
MPOBENCHUH YCIIEITHOW TPaHCIUIAHTALIUH JIETKUX.
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