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TyOepo3Hblii CKJIepo3 MPeICTABISET CO0O0il HACJENCTBEHHOE 3200JIeBaHHE C AYTOCOMHO-IOMHHAHTHBIM THUIIOM HACJIETOBAHMS,
NPH KOTOPOM B PA3JIMYHBIX OPraHaxX M TKAHAX 00Pa3yloTCsi MHOXKECTBEHHbIe raMapTombl. Ty0epo3Hblii CKiIepo3 TPaIMIHOHHO OTHO-
CUTCA K peAKUM 3360J’IeBaHl/lﬂM, HO IPY 9TOM BXOIUT B YUCJIO HauoOoIee PacnpoCTPAHCHHBIX FTCHETUYECCKHUX 3a0o0JieBanmii. B Hay‘lHOﬁ
JmMrepaType, HaunHas ¢ 1948 r., Bo Bcem Mupe onucaHo Bcero 16 ciiyyaeB KOMOPOMIHOCTH TYOEpPO3HOrO CKJepo3a U BPOKIEHHOM
JnuMenemMbl ¥ JHIIb B 4 ClIydasx TAKOE COYeTAHHE HO30JIOTHIl BbISIBJIEHO Y MAIIMEHTOB MYKCKOro mosa. B poccuiickoii mreparype
TaKHe CJy4yau elle He onucanbl. B craTbe coO MHOTMX acNEKTOB PAcCMOTPEH PeIKUil KIMHUYECKHi cydail coueTanust Ty0epo3HoOro
cKJiepo3a, o0ycJoBienHoro myramueii 7.5SC 1, ¢ BpoxnenHoii immdenemoii y Maiabunka B Bodpacte 1 roga 6 mec.
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Tuberous sclerosis complex is an autosomal dominant hereditary disease characterized by the formation of multiple hamartomas
in various organs and tissues. Although tuberous sclerosis is considered to be a rare condition, it is among the most common genetic
diseases. According to the literature, 16 cases of tuberous sclerosis associated with congenital lymphedema have been revealed from
1984 in scientific publications. Only four of these cases were described in male patients. Such combinations have not been yet described
in the Russian studies. The article discusses different aspects of a rare clinical case presented by the combination of tuberous sclerosis
with congenital lymphedema in a male patient aged 1 year and 6 months.
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lyOepO3HBINl CKJIEpO3 — MYJIbTUCUCTEMHOE TEeHETH-

YecKM JeTePMUHUPOBAHHOE 3a00jieBaHHWE C ayTo-
COMHO-TIOMWHAHTHBIM ~TUIIOM HacjenoBaHus. JlaH-
Hoe 3a0oJjieBaHME OTHOCUTCSI K Tpyre (hakoMaTo30B
U XapaKTepU3yeTcsl MOSIBIIEHEeM MHOXECTBEHHBIX 00pa-
30BaHUil (raMapToM) B pPa3WYHBIX OpraHax W CHUCTe-
Max [1, 2]. B GonbiImHCTBE ciayvyaeB TyOEpO3HbBI CKie-
pO3 AMArHOCTUpYyeTCsl B TeYEHME TEePBBIX IMOJyTOpa JeT
KM3HU UM BCTpEYaeTcsl, COTJaCHO pa3HBbIM HTaHHBIM,
y ogHoro n3 6000—10 000 HOBOpPOXIEHHBIX AeTeit [3].

IMomuepkuBaeTcsi B3aMMOCBSI3b TYOEpO3HOTO CKJIe-
po3a ¢ MyrtamusiMu B reHax TSCI u TSC2, xoropbie
B HOpPME BBITIOJIHSIIOT POJIb OIMYXOJIEBBIX CYIIPECCOPOB.
Bcenencreue myramum B 7SCI TIpOMCXOOWUT Hapylle-
Hue ¢GyHKuMM Oenka ramaptuHa, B TSC2 — Hapyiie-
Hue ¢yHKUMM Oenka TyOepuHa. B Hopme ramapTuH
u TyOepuH 00pa3yroT TeTepoIUMeEpP, KOTOPBI CITIOcOOeH
WHTUOWPOBATh CUTHAJBHBINA KacKal, OMOCPeIOBaHHBIN
komriekcoM MTORCI (mammalian Target of Rapamy-
cin Complex 1), 4To momoraer peryjaMpoBaTh KJIETOY-
Hylo mpoimdepanuio [4]. BciemcrBue wWHaKTUBALIMU
TSCI vnu TSC2 nipovcXOauT TUTepakTUBALIMST KackKajaa
mTORCI, koTtopasi MPUBOAUT K YCUJIEHUIO KJIETOUHOM
npoymdepanun [5].

IIpumeuarenbHo, uro B 70 ciygasx u3 100 tyGepo3s-
HBII CKJIEpO3 TIPEeACTaBsieT COOOM CeNCcTBUE COMATH-
YecKMX MyTaluii de novo, (OPMUPYIOIINX CIIOpagnye-
ckue caydau (TpU TOM UTO TyOEepO3HBIN CKIEPO3 MOXET
HacnenoBatbes). CormacHO MMEIOIIMMCST TaHHBIM MyTa-
i B reHe TSC2 BcTpevaloTcs yallie U IpUBOIST K OoJiee
TSOKEJTBIM HApYIIEHUSIM TI0 CPaBHEHUWIO C MYTalMSIMK
Brene TSCI [3].

V maumeHToB ¢ TyOEpPO3HBIM cKJiepo3oM B 90% ciy-
YyaeB B CTPYKType TOJIOBHOTO MO3ra OOHapy>XWBaeTCs
OIMH W3 KIIOYEBBIX MPU3HAKOB, BaXKHBIX JUIS KIWHU-
YeCcKOW IMarHOCTMKU TyOEpO3HOTO CKJepo3a: TyOephl,
MpeacTaBIsgonIe co0oi yJacTKN (POKaJbHOM KOPKO-
Boil qucrutazuu. Heo0xonMMo OoTMETUTh, UYTO OHU YacTo
OKAa3bIBAIOTCS SMUJIENTOTEHHBIMM W MOTYT TIPUBOAMTH
K (hapMaKope3UCTEeHTHOM amujierncun [6].

VYV 80% mnauneHTOB HabIIOmaOTCS CyO3MeHAMMATb-
HbIE Y3JIbI, KOTOpBIE TMPEACTABISIOT COOOI OKpYIJbIe
00pa3oBaHUs; X MOKHO OOHAPYXKUTh YKE B XOJIe TIpeHa-
TaJbHOTO CKpuHMHTA. B 15% ciydaeB y3/1bl MOTYT TpaHC-
¢dopmupoBaTthcsi B CyO3IMEHAMMAIbHbIE THUTAHTOKIIE-
TOYHBIE ACTPOILIMTOMBI, KOTOpbIE MPEICTABISIIOT COOOI
MEIJICHHO pacTylllie «I00pOKaueCTBEHHbIE» OITyXOJIH,
pacmoJyiokeHHbIe BOJM3M OTBEpCTUi MOHpPO, UTO CO3-
JaeT U TMallMeHTOB PHUCK Pa3BUTHST OOCTPYKTUBHOM
ruapouedanuu [7]. CybaneHIuManabHble TMTAaHTOKIIE-
TOYHBIE aCTPOLUTOMBI (puKcupytotcst y 5—20% manmeH-
TOB ¢ TyOepO3HBIM CKJIepo30oM [8].

IMopaxkeHre TOJTIOBHOTO MO3ra MPOSIBISIETCS BOZHUK-
HOBEHUEM OTMUJIETICUM, MCKAaXXEHHBIM HEPBHO-TICUXU-
YEeCKUM pa3BUTHUEM, TOBEICHYECKUMU HapYIICHUSIMU,
cpeau KOTOPBIX JOMUHUPYIOT ayTOMoA00HOe MOBeNeHNe
WX pacCTPOMCTBA ayTUCTUYECKOTO CIIeKTpa, TUIepak-

KJINMHUYECKUE CJTYHAU

TUBHOCTh, OecriokoiicTBo [9]. KorHutuBHOE pa3BuUTHE
MPOUCXOINT 3aMeUIEHHO W MCKaXXeHHO, YTO TPUBOAUT
K (hOPMUPOBAHUIO CTONKUX PACCTPOMCTB Pa3BUTHSI.

Dnuiencuss — OOHO W3 HamboJiee YacThIX MPOSB-
JIeHU# TyOepo3Horo ckiiepo3a. CorracHO MMEIOIIUMCS
JAHHBIM, B TEUEHWU >KU3HU OITWIENCUST HeOI0TUpYyeT
y 90% naumreHTOB ¢ OMKUCHIBaeMbIM 3abosieBaHueM [10].
YV GoJIbIIMHCTBA TAIMEHTOB C TYOEPO3HBIM CKJIEPO30M
CYJIOpOTH TIOSIBJISIIOTCS €Ille B MJIaJIeHUYeCKOM BO3pacTe
(ot 3 mo 8 mec), MH(pAHTUIBHBIE CMa3Mbl Pa3BUBAIOTCS
y 30% »tux pgereir [8]. B mpyroit pabGore IokaszaHoO,
yTo (DOKaTbHBIE OIWJICNTUYECKUE TPUMAIKA BCTpe-
yaTcsl B 67,5% cnydaeB, MH(pAHTWIbHBIE CITa3Mbl —
B38—49% [11].

Haub6onee pacripocTpaHeHHBIMU KOKHBIMUY TTPOSIBIIC-
HUSIMU TyOEPO3HOTO CKJIEPO3a CIIYy>KAT TUIIOMMUTMEHTHBIE
MITHA, KOTOpble BcTpevaroTess y 90% malueHToB. DTH
MOpaXkeHUsT 0OBIYHO OTMEYAIOTCST C POKICHUS UJIN OOHA-
PYXMBAIOTCSI B MiafeH4ecTBe. [lo Mepe B3pocCieHMS
pebeHKa KOJUYECTBO TUTIOMTMTMEHTHBIX MATEH W IPYTUX
KOXHBIX CUMITTOMOB TYOEpO3HOTO CKJIEPO3a MOXKET YBe-
JINYUBATBCS, 1 OHU CTAHOBSITCS 3aMETHBIMM JIJIST OKpY»Ka-
forux [7].

Eme omHuUM M3 MpOsIBIeHUI TyOEpO3HOTO CKJIepo3a
CIIYXKWUT Hajuuue pabJoMUOM cepiilia, KOTOpbIe C TOMO-
IIBI0 TMPEHATaJbHOTO YJIbTPAa3BYKOBOTO HCCIEIOBAHUS
MOXHO OOHapyXuTh yxke Ha 20-il Hemenae OepeMeHHO-
ctu [9]. PabmoMmoMbl, Kak MpaBWIO, BAUSIOT Ha padoTy
ceplla, OMHAKO B OTAEIbHBIX CIydassX MOTYT CTaTh TIPU-
YUHOW CEpIEYHOW HEAOCTATOYHOCTM W HapyIIeHU
remonuHamuku [7]. KpoMe Toro, K TposiBIeHUSIM TyOe-
PO3HOTO CKJIep03a OTHOCATCS AaHTUOMUOJIMITOMBI TTOUEK,
raMapToMbl CeTYaTKH, JUM@aHTHOJeHOMIOMATO3 Jier-
Kkux [12—14].

JInmbenema — mokamm3oBaHHas ¢opMa oTeKa TKa-
Heil, KoTopasl BO3HUKAeT BCJIEACTBUE W30OBITOUHOM
3alePXKKA JTUMGATUIECKONW KUAKOCTA B MHTEPCTULIM-
aJTbHOM TPOCTPAHCTBE, KOTOPAsk MPOUCXOIUT B Pe3yiIb-
Tate HapymeHus JmMdoorToka [15]. Pacmpoctpa-
HEHHOCTb JuMdeneMbl B IOMYJISILIMM cocTaBisgeT 1,4
Ha 1000 genoBex [16].

JIumpenema OTHOCUTCST K XPOHWYECKHMM TTPOTpec-
CHUpYIOIIUM 3a00JIeBaHUSIM, KOTOpPbIE WHBATUAN3UPYIOT
yenoBeKa. CyIleCTBYIOT 3HAYUTETbHbIE TPYIHOCTH AMG-
(epeHIMaTEHON TUarHOCTUKY TUM@eIeMbl U MHBIX TTPU-
YUH OTeKa TKaHel. 3aboieBaHe Hellb3s U3JICUUTh ITOTHO-
CTBIO, OJHAKO MPABUJIBLHO MOAOOPAHHOE JIeYeHUE MOXKET
MPeTOTBPATUTh TPOTPECCUPOBaHNE 3a00JIeBaHUS U pa3-
BuTHE ocyioxkHeHuit [15]. CorylacHO TaHHBIM JIMTePaTyphbl
JmuMdbeneMa MOXKET BCTpeuaThCsl MPU TyOEpPO3HOM CKJIe-
po3e, HO BCe Xe 3TO PEeIKOe SABIEHNE, U B IUTepaType O~
CaHbI eIMHUYHBIE CITydar TTOAO0OHOTO COUETaHUST, TTIPUIEeM
HWMeEIOIINECs OTTMCAHUS MOXHO pa3lie/uTh Ha IBE TPYIIIIHL:
TyOepO3HBI CKJIEpO3 W BpOXIAeHHas JnMddenema; Tyoe-
PO3HBII CKJIEPO3 U BTOpUYHAsT TUMbeneMa.

Bpoxnennast numdenema (0T poxkIeHust 10 2 JieT)
OTHOCHTCSI K TIEPBUYHBIM (HapsiAy ¢ paHHe MaHUbeCcTH-

POCCUVICKVI BECTHUK MEPUHATOJIOMW U MEAUATPUM, 2023; 68:(6)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2023; 68:(6)



Tamuposa P.T. u coasm. TyOepo3Hblil CKJIepo3, aCCOLMUPOBAHHBIN € BPOXKAEHHOM TMMdenemoii

Tabauya. Caydan coyeTaHusi BpOXKIeHHO# TuMdeneMbl ¢ TYOEPO3HbIM CKJIEPO30M MO JAHHBIM JUTEPATYPbI
Table. Cases of combination of congenital lymphedema with tuberous sclerosis according to the literature

ITanuent Bo3pacr, roast IIon Jlokam3anusa mumdenembl I'en PMID nyommkammn Lo myGamkanumn
1 7 XK JleBast HoTa H.J. 3702837 1986
2 28 X JleBast Hora H.I. 10627220 1999
3 5 X JleBast Hora H.I. 12869168 2003
4 1 X [paBast Hora TSC1 20738790 2011
5 0 X JleBas Hora H.JI. 23144114 2012
6 4 X JleBas pyka TSC2 24056156 2014
7 8 X Jlepas Hora, Nesast ATOMMLA TSC2 24668795 2014

Y HYDKHSISL 9aCTh )KUBOTA

15 XK JleBast Hora 1 JIOJBIKKA TSC2 24668795 2014

5 M JleBas Hora TSC2 24992349 2014
10 0 X IIpaBast Hora H.I. 25616615 2015
11 2 X IIpaBoe mieuo H.I. 25616615 2015
12 6 M Hora (He yrounsiercst) 75C2 31053163 2019
13 0 X IIpaBast Hora, IpaBas AroAMIA TSC1 32479982 2020
14 2 M JleBast Hora TSCI 32518792 2020
15 1 X ITpaBas pyka TSC2 27470532 2016
16 8 M JleBast Hora 75C2 31505689 2020

IIpumeuanue. H.I. — HeT NaHHBIX; 2K — XKeHCKUIT 1ToJ; M — MyKCKOIi TIOJT.

pytolieii B Bo3pacTe oT 2 10 35 jer, U Mmo3aHei — mnocie
25 net). [1epBuuHast imuMdeneMa — CJIeACTBHAE pa3IMIHBIX
aHOMAJIMI pa3BUTHS JTMMGbATUIECKOM CUCTEMBI, XapaKTe-
pu3yeTcsl pacmpocTpaHeHHOCThIo TpuMepHo 1:100 ThIC.
B OOIIEel MOMyJISLUUKA, TIPU 3TOM PacpOCTPaHEHHOCTh
BpOXKIEHHBIX TuMdenemM coctanseT 1:6000 [16, 17].

BropuuHast numdenema BO3HUKAeT B pe3yJjbTare
MOBpeXIeHNST TUM@aTndeckoir cucteMbl. CyIIecTByeT
MHOTO (haKTOPOB, BIUSIONINX Ha €e pa3BUTHE, Hanboee
yacTble — XMPYPIUUYECKOe BMEIIaTebCTBO, HOBOOOpa-
30BaHUsI, JydeBas Tepanus, WH(PEeKIIMOHHbIE 3a00JeBa-
Hus [16].

ABTOpaMM MPOBENIeH aHAJUTUYECKUI 0030p JuTepa-
Typsl ¢ 1948 T., B X0/e KOTOPOTO BHISIBJICHO 16 ciydyaeB
coYeTaHUsT TyOEpO3HOTO CKJIEpO3a ¢ BPOXKICHHOM JIMM-
(enemoii, a TakxKe psijia CIy4yaeB couyeTaHusl TYOEpO3HOTO
CKJIepo3a ¢ BTOpUYHOM JTuMbeaemoit (cM. tabnuiry) [16,
18—30]. ITo naHHBIM JUTEPATYpHI, Cpear OOJBHBIX Tpe-
obamany via keHcKoro noja — 75% (12 u3 16) manu-
eHToB. [IpeumymiectBeHHO (B 81% ciydaeB) muMdenema
MOSIBIISLIACh Ha OJHOM HIKHEM KoHedHocTH. ['eHeTHue-
CKOe HCClieIoBaHUe ObUTO TIPOBENEHO Y OOJBITMHCTBA
MaueHToB, Mpu 3ToM 70% OONBHBIX UMEIN MyTaluio
BreHe 7SC2, a 30% — B rene TSCI.

Takum o6pa3om, 10 HeTaBHETO BPeMEHU COYeTaHHue
BPOXIEHHOM TMMbeneMbl U TYOEpO3HOTO CKIIepo3a ObIIO0
OTIMCAHO TOJBKO y 4 MaIMEeHTOB MYXXCKoro mona (25%
OT 0011ero ymncia 3aMKCUPOBAHHBIX CIy4aeB), BCIIE-
CTBHE Y€TO BBICKA3BIBAIOTCS TUTIOTE3BI O TOM, UTO BPOXK-
JIeHHasT TuMdenemMa CIyKUT TeHAepHO-CIeIU(PUIeCKIM
nposiBieHneM Tyoepo3Horo ckieposa [17]. Eme 10 ner

Ha3aj JOMMHUpOBaa TOYKa 3pEHMSI, COTIIACHO KOTOPOiA
TyOEpO3HBIN CKJIEpOo3 (B PEAKUX CIIydasix) MOXET ObITh
CBSI3aH ¢ JTUM(OCTa30M UMEHHO HMXHUX KOHEYHOCTEM
W TOJBKO Y XKEHIIWH, W 3Ty TOUKY 3pEHUST OCIapuBallu
B Pa3JIMUHBIX HAYYHBIX TYOJUKAILIMAX, OIMMUCHIBAS KITU-
HUYECKHe CIIydyad, OTHOCHBIIMECS K MajbuMKaM (ele
6ouee penkue) [19]. Kaxapiit HOBBIN cyvail, CBI3aHHBIN
¢ HaJIMIreM TaHHOM KOMOPOUIHOCTH Y TTALIMEHTOB MY3K-
CKOTO TI0JIa, MPEACTABISIET OCOOBII MHTEpeC W BHOCUT
BKJIAI B OOBEKTUBHOE M3YYeHUE COYETAHUS BBIIIECOMM-
CaHHBIX paccTpoiicTs [31].

Knunnyeckuii ciyyaid. [lpeacrasnsiem penkuil Kiu-
HUYECKMIT CJIyJaili codeTaHMs TyGEpO3HOTO CKJepo3a
¢ BpoxXIeHHOI TnMmbenemoii y maunenTa K., 1 rox 6 mec.
Bnepsble ponutenun manpyumka obpaTtuiauch B HayuHo-
KJIMHWYECKUIA TIEHTP TIPEIIM3NOHHON U pereHepaTUBHOM
MmemuunHbl Kazanckoro enepaabHOrO yHUBEpPCUTETA
¢ kajobaMy Ha YBEJTMYEHHYIO TIPaByl0 HUKHIOI KOHEY-
HocTb (puc. 1), Korma peGeHKY HCTIOJHUIOCh 9 Mec.
Kpowme Toro, pebeHKa 6eCITOKOMIIN YacThIe CPBITUBAHMSI,
OEeCTIOKOWHBIN COH, 3alpOKWABIBAHE TOJIOBBI BO CHE,
yMepeHHas 3aJepKKa pa3BUTUS KPYITHOI MOTOPUKM.

PeGeHok ObIT poXIeH OT TepBOl OEpeMEHHOCTH,
MpoTeKaBIleil Ha (OHEe TOKCHUKO3a; BHYTPUYTPOOHO
Ha cpoke 32 Hem oOHapyXeHbl paOOOMMOMEI cepila
mioga. Poabl cpouyHble, caMOCTOSITeJIbHBIE, Macca
npu poxaeHun 3050 r, oueHka mno mkajne Amnrap 8/8 6a-
JoB. C poXIeHUST Y MaJlbuikKa OTMEYaJINCh OTEYHOCTh
U yBeJWUYEeHUE MpaBoOil HUXHEW KoHeyHocTu. Hacnen-
CTBEHHBI aHAMHe3 He OTATolleH. TpaBM B aHaMHe3e
He ObLIO.
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KJINMHUYECKUE CJTYHAU

B cBsiz3u ¢ mpenbsiBIEHHBIMU KajiobamMu pedeHOK
ObUT OCMOTPEH COCYAUCTBIM XUPYProM-JIMM@OJIOrom,
BBICTABJICH IMarHo3 BPOXICHHOU JauMdbeneMbl MpaBoi
HUXHE KOHEYHOCTH, OCMOTPEH TaKXe HEBPOJIOTOM.
C yyeToM OOHapykeHHBIX Ha KOXe MUTMEHTHBIX TSTeH
XapaKTepHOW OKpacku, HaJauyus pabJoMUOM cepiiia
HEBPOJIOTOM ObUT TPEIOI0XeH TyOepO3HBbIN CKIIepo3,
B CBSI3M C 4eM peOEHKY ObLIO PEKOMEHAOBAHO 000-
clie/IoOBaHME:  MarHUTHO-pPE30HaHCHasi  ToMorpadusi
TOJIOBHOTO MO3Ta, MOJIEKYJISIPHO-TEHETUUECKUI aHaJIn3
st BbIsiBeHUs1 MyTaidii B reHax TSCI n TSC2, koH-
CyJIbTallMsl TeHEeTUKAa, HeMpOTrCUxoJoruuyeckoe oocieno-
BaHME U UCCJIEIOBaHNE PEUeBOTO cTaTyca.

OOBeKTUBHO TIpU ocMoOTpe B 1,5 roma y pebOeHKa
rojioBa runpornedanbHoil (opMbl, TISITHA JeNMUTMEHTa-
LIMM Ha JIeBOl Hore (puc. 2) u cnuHe. B HeBposornye-
CKOM CTaTyce 3paykKu paBHbIC, XXUBbIE. [IBUXKEHMS TJ1a3-
HBIX SI0JIOK B MOJIHOM oObeMe. JluleBasi MycKyiatypa
cUMMeTpUYHa. MBbIeYHblid TOHYC UG dY3HO CHUXEH.
CyxoxunbHble pedeKCchl XUBbIE, C PyK M HOT, paB-
HbIe ¢ OBYX cTopoH. Ilpu3HakoB mape3oB HeT. Omopa
Ha CTOMBI TMOJIHOCTbIO. MOTOpHOE pa3BUTHE: peOEeHOK
yaep>KUBaJl ToJIOBY ¢ 3 Mec, cunen ¢ 8§ Mec, xonui ¢ 1 roga
4 mec, Hauan OeraTh B 1,5 roga, peIraTh He yMEET, MOXET
caM 3aj1e3Th Ha CTYJI, Ha JIMBaH.

Ilo pesynbraraM TIEPBUYHOTO KOMIUIEKCHOTO HeEM-
POTICUXOJIOTUYECKOTO OO0CIeNOBaHUSI U UCCIeI0BaHUS
peueBoro craTryca OTMEYaeTCsl yMepeHHasl 3alepxKKa pas3-
BUTHUSI UMIIPECCUBHON M 3KCIIPECCUBHON peuM Ha (hpoHe
KOMIUIEKCHOM  3aepXXKU  TCHUXUYECKOTO  Pa3BUTUSI

(B OoJbIIEN CTENIEHU — PEryJsiTOpHbIX (DYHKIIU, 3pr-
TeJbHO-TPOCTPAHCTBEHHOIO, CIYXOPEYeBOTO U KOXKHO-

O

Puc. 1. YBeaudeHHasi NpaBasi HUXKHSSA KOHEYHOCTD Y MANMEHTA
K. B Bo3pacre 1 ron 6 mec.

Fig. 1. Enlarged right lower limb of a patient K. at the age
of 1 year 6 months.
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KWHECTETUIECKOTO THO3MCA), 3aAePKKU Pa3BUTHS KPYTI-
HOM M MeJIKOl MOTOPUKHU. MaJTbuMK BBITJISIIUT MJTAfIIe
CBOEro BO3pacTa, ayTonogoOHOe ToBeAeHUEe OUKCHU-
pyeTcss mapuuanbHO (€CTh B3JIEMEHTHI ayTOarpecCuu:
ObeT cebs o MpaBOMY yXy, HECTaOWJIbHO OT3bIBAETCSI
Ha UMsI, TIPY 3TOM HapylleHUs] KOMMYHUKALIMU He (pUK-
CHUPYIOTCSI: BCTYIaeT B KOHTaKT, CMOTPMT B TJla3a, yKa-
3aTeJIbHBIN KECT CTaOMIbHBIN), CIIEAUT 3a UTPYIIKaAMU,
MaHUITyJIUPYeT ¢ HUMU, SMOLIMOHANIBHBIN (hOH pebeHKa
B CUTyallMM OOCJIeNOBAHUS TOJOXUTETbHBIN, TTOMOIIb
MPUHUMAET U obpaliaercs 3a Heil, HACTOMYUB B CBOMX
npocbbOax. OOpallleHHYI0 peyb MOHMMAaeT Ha OBITOBOM
YPOBHE, TPEUMYIIECTBEHHO ¢ KOHTEKCTYaJIbHOM, KeCTO-
BOW M TaKTUJIbHOI OMOPOIA.

Ipn MarHUTHO-PE30HAHCHOM ToMorpadumn
ot 10.03.2022 oOHapyxXeHbl TyOepsl M OOpa3oBaHMSI
(cybsmneHAMMAaTbHbIE  TMTAHTOKJIETOUYHBIE  aCTPOLIM-
TOoMbI?) BOJM3M OTBepcTUili MOHpO crpaBa U clieBa.
Ilo nmanHbIM 3nekTposHUEdanorpadum ot 10.11.2022
PETUCTPUPOBATIMCH YMEPEHHO BhIpaXkeHHbIe Tuddy3HbIE
00IIIEMO3TOBbIE U3MEHEHUSI OMOJIEKTPUUECKON aKTHB-
HOCTH TOJIOBHOTO MO3Ta, He MCKITIOYEHBI OpraHnYeCcKue
W3MEHEHUsI B JIEBOW CpeaHeNIo0HON objacTu (oTMeyva-
eTCsT TIPOIOJIKEHHOE 3aMeUIEHUE C BKITIOYEHUEM B €ro
CTPYKTYpY MOJU(a3HBIX TOTEHIIMAIOB, OCTPBIX BOJH
C TIepUOANYECKHUM pACMpOCTpaHEHWEM Ha BCe JIeBOe
roJyapue). DMUIEITUYECKUX TIPUTTAAKOB 3a BpeMs
JTAHHOTO MCCIIeIOBaHUS He 3a(UKCUPOBAHO.

ITo pesynbraTaM MOJIEKYISIPHO-TEHETUYECKUX aHa-
JIN30B BBISIBJIEHA MyTalusl de novo — OTHOHYKJIEOTUI-
Has 3aMeHa, TTPUBOAMIIAS K 00pa30BaHUIO CTOI-KOIOHA
B reHe T7.SCI: NM000368: exonl5: ¢.C1525T: p.R509X

Puc. 2. TunonurMenTHOE MATHO HA JIEBOI HIDKHEH KOHEYHOCTH
namuenTa K. B Bo3pacre 1 roa 6 mec.
Fig. 2. Hypomelanotic macule on the left lower limb of a pa-
tient K. at the age of 1 year 6 months.
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Tamuposa P.T. u coasm. TyOepo3Hblil CKJIepo3, aCCOLMUPOBAHHBIN € BPOXKAEHHOM TMMdenemoii

B FeTEPO3UTOTHOM COCTOSTHWH, YTO TTOATBEPAMIIO OCHOB-
HoIf nuarHo3: ¢akomaTto3. HeliponereHepatuBHoe 3a00-
sneBaHue. TyOepo3HbIit cKIepo3 (0OYCIOBIEHHBII MyTa-
muei reHa TSCI). 3anepkka ICUXOPEUYEBOTO Pa3BUTHSI.
B HacTosiiiee Bpemsl mojiydaeT KOHCEpBAaTHBHOE Jieue-
HUE I10 MOBOY BPOXIEHHON JTuMdeneMbl, HaOIoaaeTcs
y HEBPOJIOTa U SMTUJIETITOJIOTA.

3akntovyeHue

BoigBnen penkuit ciydail TyOepO3HOTO CKjepo3a
(oOycnoBneHHbIt MyTaimeit B reHe 7.5CI), accouuu-
POBAaHHOTO C BPOXIECHHON IMMdeneMoit, y MaTbuMKa
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