JiumdaHrnoneMoMMoMaTo3 Nerkux

nmanrnoneiiomnomaros (JIAM) - penxoe

[porpeccupyIolliee CUCTEMHOE 3a00/eBaHIe,

XapaKTepusyolljeecss HapyLIEHHO HpOMn-
depanmeit ImafKoMbIIIeYHbIX KIeTOK (JIAM-xie-
TOK) C pasBUTHMEM KUCTO3HOJ HereHeparym erod-
HOJI TKaHM, BOSHMKHOBEHMEM XIMTOTOPAKCa, aCLiUTa
VI QHTVIOMJIOJIUIIOM Pas3/INYHON JIOKaIM3aLMIA.

JIAM - 3aboneBaHMe MOJIONbIX >KEHINMH. B Ha-
cTosllee BpeMs B CBSA3M C IMMPOKMM BHeApeHNEM
B KJIMHWYECKYI0 NPAKTUKY KOMIIBIOTEPHOI TOMO-
rpa¢un (KT) Bbicokoro paspeuterns (KTBP), mo-
3BOJIAIOIIEN C BBICOKOI IOCTOBEPHOCTBIO BBISAB/IATD
xapakTepHble nna JIAM u3MeHeHUsA B JIETKUX, a
TaKXKe C II0sIBIeHMEM Pa3pabOTaHHBIX JUATHOCTU-
4yeckux Kpurepues 6onesHu [12] sto 3aboneBanume
OTMeEYAIOT BCe Jallle U Jalle.

JIAM MoxeT 6bITh cropapgmieckuM (okomo 85%
crydaeB) /m60 pasBUBATHCS y OONBHBIX TyGepo3-
HBIM CK/lepo3oM (6onesup Bypuesmmna). Crnopapu-
yecknit JIAM 1mpoTekaeT, Kak IpaBuUIO, TsDKeree U
6pICcTpee IpUBOAUT K GOPMUPOBAHMIO IBIXATETBHON
HEZOCTATOYHOCTI ¥ MHBIMAU3ALUY 6OTBHOTO.

Natodusnonorus

Ilpu JIAM B JIeTKUX TIOABJIAIOTCA  0COObIE
JIAM-K/eTky, HpencTapsonye coboi 3MUTeNNo-
UJHBIE KIETKY WIN IOXOXKKe Ha M1rohubpobIacTs!
BepeTeHOOOpasHble KIeTKM. JIAM-KIeTKM MOTYT
MeTacTasupoBaTh MO KPOBEHOCHBIM MIN MuMbaTu-
YeCKMM COCyZilaM IOfI0OHO KJIEeTKaM 3/I0KayecTBEH-
HBIX omyxoseit. JIJAM-kieTkn aKcrpeccupyoT ¢ep-
MEHTBI, KOTOpbIe BBI3BIBAIOT pa3pyllieHye TeroYHoil
napenxumbl. Kpome Ttoro, JIAM-kneTkn sKcrpec-
CUPYIOT PELeNTOPbl K 3CTPOTeHY M IIPOreCcTepOHY,
9TO OODBACHAET YXYAIIeHMe TedeHNs 3a00/IeBaHNA
BO BpeMs OepeMEHHOCTU ¥ yMEHbILIEeHNe CKOPOCTI
IIPOrpeccHpOBaHMA MOCTIe HACTYI/IEHNA MEHOIIAY3bl.

Knuuuyeckas kapTuHa
OCHOBHBIMM KIVHMYECKMMHU NpusHakamu JIAM

ABJIAIOTCA IPOrPECCUPYIONas OAbILIKA, TOBTOPHBIE

ITHEBMOTOpPAKCHI (B 50-75% ciy4aeB), HAKOIUICHNE

XWJIE3HOTO BBIIIOTA B IUIEBPAIbHON MM OPIOIIHOM

MIO7IOCTH, 3MM307bI KPOBOXapKaHbs, aHTMOIUIIOMBI

TIOYeK.

K BHe/IEroYHbIM OTHOCAT CIIEYIOLVe TPOAB/IEHN

JIAM.

o AHTVIOMMOIMIIOMBI HIOYEK — JOOpOKadeCTBEHHbIE
obpasoBanus pasmepammu oT 1 o 20 cM u 6ornee.
AHIMOMMONUIIOMbI HEPELKO CYLIECTBYIOT 6eCCuM-
IITOMHO, HO TIpY OO/IBIIOM MX KOINYECTBE ¥ KPyI-
HBIX pa3Mepax MOTYT CTaTb IPUYMHOI reMaTypun
1 60711 B OSICHUIIE.

o XuIe3Hblil acuuT, OOYCTOBIEHHBIN CHABIEHUEM

MMGaTUIECKIX COCY/IOB VM OOBIYHO COYETAIOLIMIL-

€A C XMJIOTOPAKCOM.

A6pomunanpHass umbageHomatus  (3abpromi-

VHHasA, pe>kKe — BHYTPUTAa30Bas) He VIMeeT KIM-

HUYECKMX IPOABIEHUI UM [UATHOCTUPYETCA IpU

ynbrpassykoBoM uccnegosanuu (Y3U) wmm KT

OpTraHOB OPIOLIHON IIOTIOCTI.

JInMbaHIMOMEIOMUOMBl — KPYIHbIE KUCTO3HBIE

OIlyXOJIeBUNiHbIE O00pa3oBaHMA, COCTOSALIVE 13

mMdaTIYecKol TKaHU M PacIIONOKeHHbIe Yallle

B OpIOIIHOM HOIOCTH, 3a6PIOLIMHHOM IIPOCTpaH-

CTBe, TTOJIOCTH Ta3a.

J[lnarHoctuka

IwnarHoctudeckne Kputepuu JIAM chopmymmpo-
BaHbI B KTMHMYECKMX peKoMeHjanmAx Espomnericko-
TO PeCHMpaTOpHOro OOIIeCTBA IO AUATHOCTUKE 1
BefeHnio JIAM, cormacHO KOTOpPBIM AMarHo3 MOXKeT
UMEeTb Pa3HyIO CTeIleHb BEPOATHOCTU. Brimensaror
OTIpefie/IeHHbIN, BEPOATHDIN 1 BO3SMOXKHBII JTAM.

Onpeodenennviii IAM.

1) Xapakrepnas niu cxogHas ¢ JJAM kaptuna us-
menenmit B nerkux npu KTBP u cBoiictsennas JIAM
IIaTOIOTMYecKasi KapTyHa B OMOITaTe JIETKOTO.

2) XapakrepHas KapTMHA U3MEHEHMII B JIETKMX
npu KTBP B codyeraHum ¢ ogHUM U3 CIeAyIOMINX
IPM3HAKOB: AHTMOMMONIMUIIOMA B ITOYKAX; XM/I€3HBI
BBIIOT B IUICBPAIBLHON MM OpIOLIHOI HOMOCTH;
nuMmdaHrnoneiiomnoma; nopaxenue JIAM numda-
TUYECKUX Y3/IOB; OINpPENe/IeHHbIA I BEPOATHDIA
Ty6eposHslit cknepos (TC).

Bepoammnuwiii JIAM.

1) XapakTepHas KapTIHa U3MEHEHMI B JIETKUX IIPU
KTBP u tunuyHoe KIMHIYeCKoe TedeHre 601esHN.

2) CxopHast ¢ JIAM KapTuHa U3MEHEHUIT B JIETKUX
npu KTBP B coyeranum ¢ ogHMM U3 CIefyIOIINX
IIPVM3HAKOB: AaHTMOMIOINIIOMA B ITOYKAX; XVMIE3HBIN
BBITOT B IUIEBPA/IbHOI VU GPIOIIHO TOMTOCTI.

Bosmoscroiii IAM.

XapakTepHasa unu cxopiHas ¢ JIAM xapruna nsme-
Hermit B nerkux mpu KT. Takasa cutyanus Tpebyer
auddepeHIaNTbHON AMATHOCTUKY SPYIUX KUCTO3-
HBIX 3200/1eBaHMII JIETKUX:

« 5Md13eMa JIeTKIX;

o JTAHT€PraHCOK/IETOYHBII TUCTUOLMUTO3 (TUCTHOLNU-
103 X);

o honMKynApHLIT 6pOHXMOMNUT U TUMPOLUTAPHAS
MHTEPCTUIMATTbHAS TTHEBMOHMA, acCOIMMPOBaH-
Has ¢ cuappomom lllerpena;

« cunzipoM bepra-Xorra-/lw6e;

o 60/1e3Hb HAKOIUIEHMA JIETKMX IieIell MMMYHOITIO-
oynuna (Ig) G;

« runep-IgE-cunpgpom;

* OIIyXO/MM IJIAAKON MyCKY/IaTypbl (MMOcapkoma,
JIeOMMOCapKOMa), OIyXO/IH AVYHUKOB.
O6s13aTeNbHBIM KOMIIOHEHTOM AUarHocTuky JIAM

ABJIATCA UCCIEIOBaHME JIETOYHOI PyHKIMN.

KTBP - onTuManbHbI METOJ Ty4eBOI IUaTHOCT-
ku JIAM. TummuneiMu KT-npusHakamm cuuTaror
Ha/4ye YeTKO OYepPUeHHBIX OKPYI/IbIX TOHKOCTEH-
HBIX KVICT PasHbIX PasMEpOB, OT €iBa PasINIMMBIX
1o 25-30 MM B AMaMeTpe, PACHONOXEHHBIX CUM-
METPUYHO B 00OMX JIETKVX ¥ PaBHOMEPHO II0 BCEM
MOMAM; KOMYECTBO — OT EAMHMYHBIX KUCT [0 HOYTH
MOTTHOTO 3aMeIlieH!sl MMM JIETOYHOJ IapeHXMMbI
(puc. 1).

JIAM, accouumpoBaHHbIi ¢ Ty6epo3HbIM
CKJiepo3oM

TC, wmn 6onesnp BypHeBwuia-Ilpunria, — cu-
CTeMHas HaC/le[iCTBEHHas [UCIUIA3UA, OOYCIOB-
JIEHHasl HapylleHUeM 3aKIafiKi 5KTOJepPMaTbHOTO
3apOJBILIEBOTO JIMCTKA, KOTOPasA XapaKTepusyeTcs
KOMOJMHIMPOBAHHBIM OIIYXO/IEBUSHBIM IOPAKEHIEM
KOXU, TOJIOBHOTO MO3ra, IJIa3HBIX fA0/I0K, cepala,
novek u serkux. TC - ayTOCOMHO-/JOMMHAHTHOE
3ab0/IeBaHIe C HEIIOJIHON IIeHeTPaHTHOCTHIO, 00Y-
CTIOB/IEHHOE PasIMYHbIMM MyTauusamu redos TSCI
u/mmu TSC2 (Tuberous Sclerosis Complex).

B cooTBercTBUM C CyLecTByIOLIE Ha CErOJHSALI-
HUII [leHb KaaccuuKanyel HacaeICTBEHHbIX [VC-
mwrasuit TC oTHOCKTCs K pakomarosam (phakos — ot
rped. YeuyeBMIia, POAUMOe IIATHO) — HEIIPOIKTOmEp-
MaJIbHBIM 3a00JIeBaHNAM, BKIOYaomyM Kpome TC
TaKue pefiKie HO30/I0rmueckne GopMBl, KaK Helipo-
¢dubpomaros, curgpom Crepmra—-Bebepa 1 601esHn
lNimnena-JInnpay.

TC BepuoduLUpyeTcs B COOTBETCTBUM C KpPUTe-
PUAMM AMATHOCTMKI 3TOTO 3a00/IeBaHus, KOTOpPbIe
HOZIPa3fIeTIAI0OTCS Ha «OOTIbIIME» U «MaJIble».

K 6onpmmm kpurepuam guarnosa TC oTHocATCA:
anrnopubpomaros auua (IfeKy, COMHKa HOCA),
HOJHOITeBbIe PMOPOMBI, TP MATHA TUIIONNUIMEH-
Tanuy 1 6oJee, MOMNO3, YYACTKM B BUe LIarpe-
HeBBIX OJIfllleK, MHOXXeCTBEHHble TraMapTOMHbIe
V3€lIKM Ha ceTdyatke, OYropku B Kope OObIINX
HOMyLIapuii, Cy6sIeHAMMaNbHble Y3eIKW, Cy0a-
HEeH/IMMalIbHasA TUTAHTOK/IETOYHasd acTPOLMTOMa,
pabpomMmoma ceppila, IMOYEYHble aHTMOMMOJIUIIO-
mbl un JIAM.

Cpenu ManbIX guarHoctmyeckux kputepues TC
MO>XHO Ha3BaTb MHO)XECTBEHHBIE fIMKM Ha 9MaIn

Puc. 1. KomnbioTepHble TOMOrpamMMbl 0praHoB rpyfHoiA
KNeTKU nauueHTku ¢ JIAM.
BmayanmsmpymTcn MHOXXeCTBeHHble TOHKOCTEHHbIE KUCTbI 10 10 MM

BO BCeX OT/eNax; B BepXHeit 1 cpeiHelt 01X NPaBoro Nerkoro —
MHOXECTBEHHbIe CybnneBpanbHble bynbl.

3y0OB; TaMapTOMHbIE IIOJMAIbI IPSIMON KHIIKI;
KOCTHbIE KUCTBI; GpUOPOMATO3 [jeCeH; HelodedHble
raMapTOMBbl; aXpoMaTuM4ecKre IIATHA Ha CeTYaTKe;
KOXXHBIe IIPOABICHNUA B Bufe KOHeTTM (Menkue
KpYITIble IIATHA); MHOXXECTBEHHbIe KVCTBI IOYEK;
MUTpalyusA GeIoro BellecTBa MO3ra B BUJE JIMHUI
y4da.

Huarnos TC cumTaercs HEOCHOPMMBIM IpPM Ha-
mayy 2 60/MbIIMX KpUTepueB Wi 1 6ompuioro un
2 ManbIX. BepoATHBII AMarHo3 CTaBUTCA IPU HAIM-
upu 1 6onbiuoro u 1 manoro kpurepust. luaraos TC
CYMTAETCSA COMHUTEIBHBIM PV Ha/mauy 1 6071b110-
TO KpUTepus.

B ormrune ot JIAM, KOTOPBIM CTPAflalOT IIPENMYy-
IIeCTBEHHO >KeHIMHbL, TC BCTpeyaeTcsa ¢ OfMHaKO-
BOJ1 YaCTOTOI Y /UL, 060UX HOJIOB.

Pacnpoctpanennocts TC 3HaumMTesbHO BBHIIIE,
yeM pacnpocrpaHeHHocTb JIAM. IIpumepHo
1/3 B3pocnbix manueHToB ¢ TC MMEIOT peHTreHo-
normdeckne npusHaku JIAM. Cronp wactas pac-
npoctpaneHHOCTb JIAM cpeiy nuil, CTpafaoIIMNX
TC, ecTecTBEHHO, HABOGUT Ha MbIC/Ib 00 3THOJIO-
TMYECKOM VI/M/IM TIATOTEHETMYECKOM POZCTBE 3TUX
3ab0/eBaHMIL.

BepeHue 605bHBbIX

ITporpeccupyiolliee CHIDKEHME JIETOYHOM (YHK-
LMY, OPUBOJiAlee K PasBUTHIO XPOHMYECKON IbI-
XaTeNbHOJ HEJOCTATOYHOCTH, CUYMTAT OCHOBHBIM
[IpU3HAKOM Heb/aronpuaTHoro redenus JIAM.

Hanbonee mepcreKTHBHBIMU B KOHCEPBATUBHOIL
tepanuu JIAM spnatorca uHrm6uropsr mTOR
CHPONIMMYC U 3BEpPONMUMYC. B cBA3M ¢ HebobIIMM
06BEMOM  [IOKa3aTeNbHBIX JAHHBIX MHIUOUTOPHI
mTOR noka He BOIIM B PYTUHHYIO KIMHIYECKYIO
IIPAKTHUKY, OJIHAKO, YYMTBIBAsA BO3SMOXKHOCTD IPAK-
TUYECKOil IIO/Ib3Bl OT IIPMMEHEHM:A IpeIapaToB
9TOJI TPYIIIBI, OHM MOTYT OBITh Ha3HAa4YeHBI NallM-
€HTaM C OBICTPBIM YXyAIleHNeM QYHKLUM JTeTKUX
JWIN HapacTaHUeM KIMHUYECKOJ CHUMIITOMATHUKI.
Tepamuio uHrn6buropamu mTOR pexomeHf0-
BaHO IPOBOJVUTL B MEJUIMHCKUX YYPeX[eHMAX
9KCIIEPTHOTO YPOBHA, MMEIOLIUX OIBIT BefjeHUsA
60mpHbIX JIAM.

B xadecTBe CMMIITOMAaTMYeCKO} Tepammu, y4uu-
ThIBas OOCTPYKTMBHBIE HapyLIeHWUs JIETOYHO
yHKIMM, IIOKa3aHO HasHayeHMe KOPOTKO- M
IINTETbHOAECTBYIOINX  OPOHXOAMIATaTOPOB.
IIpu pasBuTuM XpOHMYECKONM [bIXaTEIbHOI He-
pmocrarouHocTu npu JIAM, xak um mOpu Jgpyrux
3a00/eBaHMAX, MICIIO/Ib3YIOT [UIUTEIbHYIO KICIOPO-
TOTepamnuio, a Mpy HaAMYUYU OKA3aHMIT TPOBOAAT
TPAHCIIAHTAIVNIO JIETKNX.
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