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AHHOTALIMA

PaHHee BbisiBNIeHUe NaumeHToB ¢ opdaHHbIMKU 3ab6051eBaHMAMM, K KOTOPbIM OTHOCAT Ty6epOo3HbIA CKNepo3, TpebyeT Komnek-
TUBHOTO OCMBICIIEHUS! U BHEJPEHWUS HOBbIX MOLXOLO0B NPeHaTanbHOM AMArHOCTUKW C MCMONIb30BaHWEM HE TOJbKO YMbTpa-
3BYKOBOr0 UCCNEA0BaHMUS, HO U MarHUTHO-PE30HAHCHOW ToMorpadumn. HakonneHHble 3HaHWs 0 KITMHUYECKUX NPOSIBIEHUSAX
bonesHn bypHeBunna-lpuHrna, a TakKe YCOBEPLUEHCTBOBAHME METOAO0B AMArHOCTMKW MO3BOMSKT BbISBNATL AAHHOE 3a-
bonesaHne. C NOMOLLbBI0O MarHUTHO-PE30HAHCHOM TOMOrpaduM BO3MOXHO NOAYYUTb aHATOMMYECKUEe W QyHKLMOHAMbHbIE
“306paXKeHns rofoBHOr0 MO3ra BbICOKOr0 KayecTBa B pasHbIX NOCKOCTAX CKAHMPOBAHMS, YTO MHOMOKPATHO NOBbILLIAET YyB-
CTBMTENBHOCTb ¥ MUHPOPMATUBHOCTL METOAA B OTHOLLEHWM paHHel (NpeHaTanbHOM) AMarHoCTMKY LiepebpanbHbiX NposiBAEHNN
TybeposHoro cknepo3a. KpoMe Toro, npoBefieHe MarHUTHO-pPe30HaHCHOI ToMorpadumn obecneunBaeT BoisiBNeHWe 0bpaso-
BaHWM cpepocTeHus. [laHHbIN BaKT AMKTYeT HeobX0AMMOCTb KOMIMIEKCHOTO NOAX0AA K AMArHoCTUKe Tybepo3HOro CKieposa
C NPUMEHEHUEM METOZla MarHUTHO-PE30HAHCHO ToMorpaduu B Ka4ecTBe BEAYLLENO C LIESIb0 OLEHKW COCTOSIHUA MHTEpECY-
HOLLMX cUCTEM MNoAa (cepAeYHO-COCYANUCTON U LIeHTPaNbHON HEPBHOI CUCTEMBI).

B cTatbe npeacTaBneH KIMHUYECKMIA Cly4ai BHYTPUYTPOBHON AMArHOCTUKKM TyBepo3HOro CKepo3a C nocieaywmm obcene-
A0BaHUEM HOBOPOXAEHHOIO W reHeTUYeCKol BepudMKaumei anarHosa. Ero aemMoHcTpaums no3sonsieT NoATBEpAUTL Auar-
HOCTMYECKYK 3HAYMMOCTb MarHUTHO-Pe30HaHCHOM ToMOrpadumn B OTHOLLIEHUM YCTAHOBMNEHUS TyBepo3HOro cKiieposa B npe-
HaTanbHOM nepuoge.

KntoueBble cnoBa: Ty6epo3Hblil CKNepo3; MarHMTHO-pe30oHaHCHas ToMorpadus; NpeHaTanbHas AUarHOCTUKa; KITMHUYECKUIA
clyyan.
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ABSTRACT

Early detection of orphan diseases, including tuberous sclerosis complex, requires a multidisciplinary approach and the
integration of new prenatal diagnostic methods, utilizing ultrasound and magnetic resonance imaging. Accumulated knowledge
of the clinical manifestations of tuberous sclerosis complex and advancements in diagnostic techniques enable the identification
of this condition. Magnetic resonance imaging allows for high-quality anatomical and functional imaging of the brain in various
planes, improving the sensitivity and diagnostic value of the method for early (prenatal) detection of cerebral manifestations of
tuberous sclerosis complex. Additionally, magnetic resonance imaging detects mediastinal masses. This highlights the need
for a comprehensive approach in diagnosing tuberous sclerosis complex, with magnetic resonance imaging as the primary
method for assessing the fetus’s cardiovascular and central nervous systems.

This article presents a clinical case of tuberous sclerosis complex determined by intrauterine diagnosis followed by postnatal
examination of the newborn and genetic confirmation of the diagnosis. This case report demonstrates the diagnostic value of
magnetic resonance imaging in the prenatal diagnosis of tuberous sclerosis complex.
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AKTYAJIbHOCTb

CoBpeMeHHble 3HaHWA 06 06LMX U YACTHBIX KIUHWYe-
CKUX MpOSIBNIEHUAX PEAKOr0 reHeTUYECKU-LeTepMUHMPO-
BaHHoro 3abonieBaHusa U3 rpynnbl Gpakomato3oB — bones-
HW bypHesunns—TlpuHrna (TybeposHoro ckieposa), Hapsay
C YCOBEpLUEHCTBOBAHMEM METOLOB JIyYeBOW AMArHOCTUKY,
MO3BOJIAKOT NPOBECTU C BbICOKOW TOYHOCTBIO €ro NpeHatanb-
HYI0 AMarHocTuKy. B XaHTbl-MaHCMINCKOM aBTOHOMHOM OKpY-
re — lOrpe 13 40 Tbic. pogos B nepuog ¢ 2022 no 2024 rop,
BbISIBNEHO 8 cnyyaeB Tybepo3Horo cKNepo3a, U3 HUX 6 — re-
HETMYECKW NOATBEPKAEHHbIE [1].

Tybepo3Hblii CKNepo3 ABMAETCA PELKUM XPOHUYECKUM NO-
JMCHUCTEMHBIM 3ab0N1eBaHMEM C NPOrpeccUpYIOLLMM TEUEHUEM,
WHBanMAu3auuen u HebnaronpuATHLIM UCX0A0M. B reHeTu-
uecKoM nnaHe 6onesHb bypHesunna-TlpuHrna npeacrasnset
coboi ofHy M3 GOpM MOHOreHHOW NAToNOrMK, OTHOCALLENCA
K HelpOoKOXHbIM cuHapoMaM (dakoMaTosam). [laHHoe 3a-
boneBaHWe NpOSBNAETCS LUMPOKMM CMEKTPOM KJIMHUYECKUX
teHotunos. CnegyeT OTMETUTb, YTO 3TUOTPOMNHOMO NEYeHMUs
Tybepo3Horo cKyiepo3a He cyllecTByeT M ero pa3paboTka,
B YaCTHOCTW TapreTHOW Tepanuu, He OT/IMYAETCA BbICOKON
3ddeKTMBHOCTLI0. HecMoTps Ha [OCTUrHYTble pesynbTaThl
B paHHeW reHeTMYeCKoW AMarHoCTUKe faHHOro 3aboneBaHus,
MOXHO HabniopaTb COXpaHeHWe TPYLHOCTEN B NPOBEAEHUU
anddepeHumanbHon auarHocTuku. [laHHbin dakT cBssaH
C BbIPAKEHHBIM KJIMHUYECKUM nonMMopdu3mMoM M Bo3pac-
T3aBMCMMbIM [e60TOM ero cMMNTOMOB, 4TO TpebyeT npose-
[EeHWe JanbHemLWmnX UCcCefoBaHWi B OTHOLLEHWUM NaTTepHOB
Tybepo3Horo ckneposa [2]. BoaMoHbIM pelueHneM npobne-
Mbl €ro npeHaTtanbHOM AMArHOCTUKU ABNSETCS NpOBeLEHMe
MarHUTHO-pe30HaHcHoi ToMorpacdmm (MPT) npu coMHUTENb-
HbIX pe3ynbTaTax MHCTPYMEHTaNbHbIX METOLOB, B YaCTHOCTH
ynbTpassykoBoro uccnenosanuii (Y3W) B | v Il Tpumectpe
bepeMeHHocTH. [NopaeHune LeHTpanbHON HEPBHOW CUCTEMBI
CYUTAIOT OfHUM W3 XapaKTEPHbIX MPOSBNEHUIA Ty6epo3Horo
cknepo3a. B 6onee 90% cnydyaeB oH conpoBOXAaeTCS pas3Bu-
THEM cybaneHaMManbHbIX Y310B, ANS LUArHOCTUKM KOTOPbIX
MeTop, npeHataneHoro Y3W He sBnsetcss MHQOPMATUBHBLIM.
MPT no3BonsieT nonyyatb aHaToMU4YecKkue U GyHKUMOHaMb-
Hble W306paKeHns roNoBHOMO MO3ra BbICOKOTO KauyecTBa
M B pasHbIX MOCKOCTAX CKaHMPOBaHMs, YTO MHOrOKpar-
HO MOBLILIAET €€ YYBCTBUTENBHOCTb M MHGHOPMATMBHOCTb
B OTHOLLEHWW paHHel (MpeHaTabHOM) AUarHOCTUKU Lepe-
BpanbHbix NposieneHuii TybeposHoro ckneposa. Kpome Toro,
npoBeaeHne MPT obecneunBaeT BbisiBneHne obpa3oBaHuit
cpenocTenmns. [laHHbI daKT AMKTYeT HeobXoaMMOCTb KOM-
MNEKCHOro NoaxoAa K BepuduKaumm Tybepo3Horo ckneposa
¢ npumeHeHneM MPT B KauecTBe BefyLLEero MeTofa C Liefbto
OLLEHKM COCTOSHWA MHTEPECYIOLLMX CMCTEM Nioja (cepaeyHo-
COCYAMCTO! M LieHTPanbHO HepBHOM cucTeMbl). Ha npumepe
KJIMHMYECKOrO C/ly4as NpoLEeMOHCTPUPOBaHa BaXKHOCTb U He-
obxoauMocTb npoBegeHus npeHatansHon MPT npu coMuu-
TenbHbIX pesynbTatax Y3U B | u |l Tpumectpe 6epeMeHHOCTH,
a TaKe MoKa3aHa MpUOPUTETHOCTb €€ B KayecTBe MeToAa
[LOMOJHUTENBHOTO (3KCMEPTHOO) UCCNIEA0BAHMS.

Tom 6, N2 1, 2025

00I: https://daiorg/10.17816/DD635481

Digital Diagnostics

OMUCAHUE CNYYAA

AHaMHe3

Mpn npoBepeHnn Y3W GepeMeHHOM 26 neT Ha cpoke
28 Hepl. M 2 iHA 0bHapyeHo Hannume 06bEMHBIX 0bpa3oBa-
HWIA B cepaLe Yy nnofa. BoiseneHHble 06pasoBaHus He UMenu
KPOBOTOKA N0 AaHHbIM LIBETOBOO AOMMIEPOBCKOM0 KapTMpo-
BaHMs U IOLMPOBANIMCh B JIEBOM XKEYA0UKe, TOJLLE MEXOKe-
Jy[,OYKOBOI NEPeropoaKy M MosocTu MpaBoro Npeacepams
(puc. 1). YuuTbiBas Hanmume coMHUTENbHBIX pe3ynbTatos Y3U,
KOHCWIMYM B COCTaBe BpaYeii-reHeTUKOB W Bpayeii-aKyLLepoB-
TMHEKONOroB NPUHSAN peLleHne NPoBecTU npeHatanbHyo MPT
nnoga.

Puc. 1. PesynbTaThl npeHaTanbHOro ynbTpasByKoBOMo
uccnenoBaHus cepaua nnoga B |l tpumectpe GepeMeHHOCTH
(cpok 28 Hep. 1 2 o). BusyanmaupyioTcs BbITAHYTON GOpMbI
rUnepaxoreHHble 06pa3oBaHns: @ — B TOJLLIE MEXOKENYN04YKOBOV
MeperoposKy; b — B NoNOCTM NIEBOIO XeNyAouKa.




CASE REPORTS

PesynbTatbl pusmukanbHoro, nabopatopHoro
W UHCTPYMEHTaNIbHOT0 UCCNeA0BaHWIA

MpeHaTanbHyto MPT nnoga BeINONHANM Ha cpoke 29 Hep,
W 4 oHA B TPEX NNOCKOCTAX C nomoLubio Tomorpada GE Optima
MR450w® (GE Healthcare, CoeanHéHHbIe LUTaThl AMepukm)
C HanpsKEHHOCTbI0 MarHuTHoro nonst 1,5 Tn. CkaHmpoBaHue
OCYLLECTBASNM N0 ONTUMU3UPOBAHHOI METOLMKE C UCMONb30-
BaHWEM UMNYTbCHbIX NOC/e0BaTeNIbHOCTEN, XapaKTEPUCTUKH

Vol. 6 (1) 2025

Digital Diagnostics

KoTopbIX NpeacTaBneHsl B Tabn. 1. Auddy3noHHo-B3BELLEH-
Hoe M306paxeHue C UCMob30BaHNEM Ko3dduumeHTa and-
dy3um — b=800 c/MM?, n3MepseMbiit KoapduumeHT anddy-
3um (ADC) — 107® MM?/c. Mbl He NpoBOAMAN BHYTPUBEHHOE
KOHTPaCTHOe YCWIIeHWe B CBA3W CO CTaTycoM obcneayemoil.
Mo maHHbIM npeHaTanbHo MPT B MOMOCTM MaTKU JIOLMpo-
BaJICA OAMH NJI04 B rO/I0BHOM NpeanexaHun. B nesom xe-
NyAoYKe cepAaLa y Nnoja BU3yanu3vpoBaHO AOMOSHUTENb-
Hoe 0bpa3oBaHue OKpYroW GOPMbI C FMNEPUHTEHCUBHBIM

Tabnuua 1. XapaKTepVICTVIKM nocnesoBaTesibHOCTEN MaFHVITHO—pe30HaHCHOI7I TOMOFpaCbVIM Npu npoBeaeHnn nccnenoBaHna niopa

MocnepoBaTtenbHOCTb Bpems noetopa (TR), Mc Ixo-Bpems (TE), Mmc | TonwwmHa cpesa (T), MM
T2 Sag 631,0 90,9 6,0
T2 Ax 1000,0 92,9 6,0
T2 Ax SSFSE FS 1000,0 92,4 6,0
FIESTA Ax 3,3 1,2 6,0
3D Ax LAVA Flex [0 BH 6,5 35 6,0
T2 Sag CHEST 12277 118,6 4,0
T2 Cor CHEST 12277 118,6 4,0
T2 Ax CHEST 1235,7 122,3 4,0
T2 Sag CHEST 1235,7 120,0 3,0
T2 Cor CHEST 1235,7 120,5 3,0
T2 Ax CHEST 1235,7 121,3 3,0
3D Ax LAVA Flex [0 BH 6,4 3,1 4,0
3D Ax LAVA Flex FAT 6,5 3,1 6,0
3D Ax LAVA Flex FAT 6,5 3,1 4,0
3D Ax LAVA Flex 10 InPhase 6,5 4,3 6,0
3D Ax LAVA Flex |0 OutPhase 6,5 4,3 4,0

[pumeydanue. TR — uHTEpBaN MeAYy ABYMS PafM04acTOTHBIMU UMMyNbcaMu; TE — WHTepBan Mexay paanoyacToTHbIM UMNYNLCOM W MUKOM
curHana (3xo); Sag — carutTanbHas NnocKoCTb; Ax — aKcuanbHas nnockoctb; SSFSE (Single-shot fast spin echo) — nocnegosatensHocTs ons
nonyyeHus 1306paeHmns 3a 0auH LUMKN Bo3bYaeHus; FS — nopaeneHue curHana ot xupoBoii TkaHw; FIESTA (Fast imaging employing steady-state
acquisition) — GbICTPOAENCTBYIOLLAA NOCAEA0BATENIbHOCTb, 0CHOBaHHAs Ha MCMOJb30BaHUM PEXUMa YCToMuMBOro cocTosHmus; CHEST — obnacTb
1ccneaoBaHuA rpynHas kneTka; Cor — KopoHanbHas nnockocTb; LAVA (Liver acquisition with volume acceleration) — nocnepnoBatenbHocTb ans
CKaHMpOBaHMs NeyeHm 1 bptoLuHol nonocty; Flex — TexHonorus nogaenens xupa; [0 — nocnefoBaTenbHOCTb As NoyYeHUst U306paxeHuit

¢ y4éToM dasoBoro B3auMopeiicTBuA xupa 1 Boabl; BH (Breath hold) — ckaHupoBaHme Ha 3apepxke AbixaHus; InPhase — curHankl ot Bopbl v xupa

YCUNeHbl; OutPhase — curHanb! o BoAbl U JKMpa HaxoaAaTca B npomsod:ase.

-
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Puc. 2. Pe3ynbTarthl npeHaTtanbHoOM
MarHUTHO-pe30HaHCHo ToMorpadum
IPYLHOM KNETKU MI0fA B aKCUaNbHOM
MOCKOCTU C UCMONIb30BaHNEM
T2-B3BeLLEHHON NOCNEA0BaTENBHOCTU

(T2 Ax CHEST). Ill Tpumectp bepeMeHHoCTH
(cpok 29 Hep. u 4 oHs). B neBoM 1 npaBoM
Xeny[ouKe cepaua onpeaenaiorca
0bpa3oBaHNsA € aHaNOrUYHBIMMU
naTTepHaMm, XapaKTepHbIMU s
pabpoMuoMsl (bestbie cmpesiku).
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CUrHanoM Ha T2-B3BeLLeHHbIX U306paxeHusx (BU) n pasme-
poM 11,0x12,0 MM. AHanornyHoe 0bpa3oBaHMe C pa3MepoM
5,5x8,5 MM HalineHo B nNpaBoM npeacepamy (puc. 2).

B ronoBHOM Mo3re No KOHTypaM BOKOBbIX XENyA0UYKOB
BbISIBNIEHbI pa3HOKanubepHble cybaneHAMMAanbHbIE Y3emKu
C MMMOWUHTEHCUBHBIM CUrHanoM Ha T2-BU u runepuHTteHcuB-
HbIM — Ha T1-BU (puc. 3). [Ipyrvx natonormyeckux u3meHe-
HWI y nnofa no pe3ynstataM MPT He BbisiBNEHO.

Tom 6, N° 1, 2025
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Puc. 3. PesynbTathl npeHaTanbHol MarHUTHO-
pe30oHaHCHoW ToMorpaduy renoBHOro

mosra nnoga B Il tpumectpe 6epeMeHHoCTU
(cpoK 29 Hep. n 4 pHA): @ — Hanuuue
cyb3aneHAMManbHBIX TMNOMHTEHCUBHBIX
04aroB Ha T2-B3BeLLEHHOM M306paeHum
(4épHele cmpesnku); b — Hanuune
Cy63neHAUMaNbHbIX TUMNePUHTEHCUBHBIX
oyaros Ha T1-B3BeLLeHHOM U306paXKeHUn
(6esble cmpenku).

Puc. 4. Pe3ynbtatbl MarHUTHO-pPe30HaHCHOM
TOMOrpacmm rofIoBHOM0 Mo3ra naumeHTa

B BO3pacTe [BYX MecALeB: @ — M300paxeHus,
Mosly4eHHbIE NPY UCMOb30BaHUU
nocnefoBaTeNlbHOCTU MHBEPCUA—
BoccTaHoBneHue ¢ anuHHbIM T1 (FLAIR).

B nepuBeHTPUKYNAPHBIX U CYOKOPTUKANbHbIX
00n1acTAX BbISIBNIEHbI MHOXECTBEHHbIE
naTosioru4eckue ouaru (besie cmpesnku);

b — T2-B3BeLUeHHble U306paxeHus. OTMeueH
HW3KMiA CUrHan ot cybaneHaMManbHbIX Y308
(4épHble cmpesiku), 4To CBULETENbCTBYET 06
UX KanbLMHaLIMK.

Mo paHHBIM NpeHaTansHoro Y3U nnoaa Ha cpoke 39 Hep.
U 5 [Hel No-npexHeMy BM3yanusuMpoBanucb obpasoBaHus:
B JIEBOM XeJyfouKe cepaua ¢ pasmepoM 16,0x9,1 MM, B Ton-
LLie MeXCKeNyno4KoBon neperopoaknm — 11,7x5,9 MM, B no-
noctu npasoro npeacepaus — 16,8x13,1 mm. lNpu npose-
[EHWM LBETOBOrO JOMNMJIEPOBCKOr0 KapTUpPOBaHWUA KPOBOTOK
B 00pa3oBaHMAX He 0OHapYXeH, YTo NOATBEPIKAAET paHHME
JaHHble 0 BO3MOXHOI pabaoMuoMe cepaua y nnoga.
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MaumeHTy npoeegeHo Y3W nouek (07.09.2023), pesynbTa-
Tbl KOTOPOTO NPOAEMOHCTPUPOBAIM B UX MAPEHXMME MHOKE-
CTBEHHblE MEJIKWE KMCTbI C pa3MepoM A0 3 MM. YalueyHo-
fI0XaHOYHas cucTeMa NMpaBoi MOYKM He pacLUMpeHa, 04HaKo
OTMEYEHO e€ paclumMpeHune B NieBoi nouke fo 7,0 MM 3a cyeT
noxaHku. TakuM obpasoM, y naumeHTa ¢ Ty6epo3HbIM CKie-
PO30M MOHO HabnoaaTb MesKue KUCTbl MOYeK W NUenoakK-
Ta3uio IEBOI NOYKK MO AaHHbIM Y3W.

Ha cpoke 40 Hep. (16.09.2022) npoBeneHo KecapeBo
ceyeHve. Pogmnca XuBOKW, LOHOLIEHHBIA HOBOPOXAEHHDIN,
Macca Tena Kotoporo coctasuna 3550 r, ¢ oLEeHKOM No LUKa-
ne Anrap 8-9 6annos. CornacHo KOHCynbTauuu Bpava-
reHeTMKa KJIMHWYecKUA GEeHOTUN NpefcTaBneH KOXKHbIMMU
NPOSABNEHUAMU — MHOMXECTBEHHbIE MATHA AEMUrMEHTaLUN
Ha Koxe y HoBOpOXAEHHOro. [lnA BepuduKaumu cuHapo-
Ma BbINOJIHEHO BbICOKOMPOM3BOAUTENLHOE NapanneNibHoe
cekBeHupoBaHue reHoB TSCT u TSC2, roe waeHTMdULMpo-
Banu ABe MyTauumn B reHe TSC2: c.1934_1935del (p.Vé45fs)
M c.b524_4526del (p.1508_1509del). OKoHuaTenbHbIN
AMarHo3 cGopMynmMpoBaH Kak ayTOCOMHO-A0MUHAHTHBIN Ty-
Bepo3HbIN CKNepos.

Yepes 2 Mecaua nocne poxaenun (16.11.2022) pebeHky
rpyaHoro Bo3pacta nposegeHa MPT ronosHoro Mo3ra. B 6e-
nom BelecTBe Bonbluux nonywapuii (nobHble, TeMeHHbIe,
BMCOYHbIE W 3aTbINIOYHbIE [0M), MPEUMYLLECTBEHHO MHTpa-
1 CyBKOPTUKanbHO, @ TaKXKe B NapaBEHTPUKYNAPHBIX 0TAeNax
BbISIBNEHbI MHOXECTBEHHbIE Y4YACTKU NATONIOTMYECKOro Mar-
HWUTHO-PE30HAHCHOTO CUrHana ¢ HEYETKUMU M HepOBHLIMM
KOHTYpaMm, MMEIOLLMMM TEHLEHLUMIO K CIIUAHUIO:

*  TUNEepUHTEHCUBHBLIN — Ha T2-BUY;

*  W30TMMOUHTEHCUBHBIA — Ha M300paXKeHMsAX, NONYYEHHbIX
npu NocnefoBaTeNbHOCTU MHBEPCUA—BOCCTAHOBIEHME
(FLAIR);

e TUNepUHTEHCUBHBIN — Ha T1-BU.

Mo3sonuctoe Teno runonnasupoBaHo. TakuM obpasom,
MoCTHaTanbHble 3MeHeHUs Ha n3obpaxenusax MPT cosna-
[ann € LaHHbIMU NpeHaTaNbHOW AMArHOCTUKMU B OTHOLLE-
HWW Hanuumus cybaneHaUManbHbIX Y3108, KOTOpble ABMAKT-
Cl MAaTOrHOMOHWUYHBIM MPU3HAKOM Ty6epo3HOro CKneposa.
Ha T2-BW cybaneHauManbHble y3/bl UMEKOT HU3KMIA CUrHan,
YTO COOTBETCTBYET NMPOLLECCAM KaslbLMHALMK B UX CTPYKTYpe
(puc. 4).

Mo pesynbTataM anekTpoaHuedanorpadpum ot 17.11.2022
0TMeyeHa MynbTU(hOKabHas 3NM-aKTUBHOCTb, HeYCToWYMBas
3neKTpo3HLedanorpadguyeckas AMHaMuKa.

Ilnarxos

MauneHT ocMOTpeH AeTCcKMM HesponoroM. Ha ocHoBa-
HWM OCMOTpPa WM AaHHbIX 06CnefoBaHMs BbICTaBNeH Aua-
FHO3: KPUNTOreHHas 3NWNencus, NOKanu3oBaHHas ¢op-
Ma. Tybepo3HbIii CKNepo3, accoLMMPOBaHHBINA C MyTaLmei
B reHe TSC2. CybKnuHMYecKan MynbTUQOKanbHas anunen-
TUYeCKas aKTUBHOCTb. OJHOKPATHBINA CYA0POXKHbINA NpUCTYN
(bebpunbHBbIN).
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ObCYXOEHUE

B paHHol cTaTbe Ha KJIMHWYECKOM MpUMepe Mbl pac-
cMoTpenu Bo3MoxHocTU MPT B npeHaTanbHoi AWarHocTuke
bonesnu bypHeBunna-llpuHrna, a Takxe 0CBETUAM BOMPOCHI
CTepeoTMnu3Ma LiepebpanbHbIX NPOSBNEHUI [aHHON naTo-
norum.

Tybepo3HbIn CKepo3 BO3HUKAET C NONYNALMOHHON Ya-
ctotoi 1:10 000 B pesynbTaTe de Novo OSIMIOHYKNEOTUAHBIX
MyTaumit B reHax TSCT n TSC2. Mytaumm B reHe TSCT (9q34),
KoaupyloweM benok ramaptuH, obycnoenusatot fo 30%
cnyyaes 6onesHn bypHeBunns—[lpuHrna, octanbHble acco-
LMMpOBaHbl ¢ MyTaumeid B reHe TSC2 (16p13), koaupytowem
6enok TybepuH [3]. MyTaumm B [aHHBLIX reHax BemyT K Ha-
PYLUEHWIO X QYHKLMM, @ TakKe — KuHasbel mTOR. B utore
MPOMUCXOAUT aKTMBALMA NMYTU CUrHanbHoi nepegaumn PI3K/
Akt/mTOR ¢ HapyLieHWeM CTaguii KneTouHoro umMkna. [ax-
Has buonornyeckas ocobeHHocTb ABNSeTCA GyHAAMEHTOM
Ans $hopMMpoBaHMS NPOLECCOB KaHLeporeHesa, MoTeHUM-
anbHO BO3HMKAIOLLEr0 BO BCEX TKaHSX MaLWEHTOB C AaHHOV
natonormei [4]. Tybepo3Hblii CKepo3 xapaKTepusyeTcs pas-
BUTMEM MHOXECTBEHHbIX ramMapToM (A0bpoKayecTBeHHbIE
onyxoneBuaHble 06pa3oBaHms) B pasnnyHbIX OpraHax, nopa-
HAKOWMX IKeMyOO4YHO-KULLIEYHbIA TPaKT, NErkve, LeHTpanb-
HYI0 HEpBHYIO CUCTEMY, CepLeYHO-COCYAMUCTYI0, IHAOKPUH-
HY'0, KOCTHYK0 1 MOYEBbLIBOAALLYI0 CUCTEMY (MOYKM), OpraHbl
3peHus, KOXHble MOKPOBLI. Yallie Bcero Bo BHYTPUYTPOOHOM
nepuoge, HaumHas ¢ 20-1 Heq, rectauuu, MOXHO HabnopaTtb
(opMupoBaHKe onyxoneii cepaua B BUAE MHOMKECTBEHHBIX
pabnoMuoM pa3MepoM [0 HECKONIbKUX CaHTUMETPOB, JIOKa-
NU3YIOLLMXCA BO BCeX ero otgenax [5]. MaccuBHble onyxonu
cepALa MoryT NpUBOAMTb K aHTeHaTanbHoOW rmbenu nnopa
WNW NpEeXAEBPEMEHHBIM pofaM. Y KMBbIX HOBOPOMAEH-
HbIX C Tybepo3HbIM CKnepo3oM paboomuombl HabmopatoT
B 30-60% cnyyaeB, NpaKTUYeCKu B ABa pas3a Yalle Cpeau
MY}KCKOro nona. B nepuHatansHoM nepuoge y 98% naum-
EHTOB pa3BuMBaloTCs cyb3aneHAWManbHble Y3Mibl FOOBHOMO
MO3ra, COMpOBOXAALLMECA NUNENTUYECKUMMU NPUCTYNaMm
in utero, a TaKKe MHOXECTBEHHbIE KUCTbI U aHTMOMMONUMO-
Mbl noyeK B 40 n 75% cnyyaeB cooTBeTCTBEHHO. B nepuop
HOBOPOXAEHHOCTM Y MALMEHTOB OTMEYalT napuuanbHble
3NUNenTUYeCKNe NPUCTYMbl C BO3MOXHOW BTOPUYHOM reHe-
panv3auueid. Y feTeid rpygHOro Bo3pacTa, Kak MpaBWibHO,
BbIABNAIOT CMHAPOM Becta, MHOXeCTBEHHbIE FraMapTOMbI CeT-
YaTKK, TMNOMUIMEHTHbIE MATHA HA KOXKe, a TaKKe 3aflepX-
Ky NCWUXOMOTOPHOro pa3BuTWA. [lopaKeHue LieHTpanbHOM
HEPBHOM CUCTEMbI NPOABNAETCA B BUAE Pa3BUTUA CYb3MNMH-
AeManbHbIX y3no. (Tybepcos) B bonee 90% cnyyaes. B Mop-
tonornyeckoM nnae Tybepcbl — y4acTKW NOTEpU LLECTUC-
NOVHON LIMTOAPXMUTEKTOHMKW KOpbl B CBA3U CO CHUMXEHUEM
KonuyectBa TAMKepruyeckux HeMpoHOB (KNETKW, Bblaens-
loLMe B Ka4yecTBe MeAMaTopa y-aMMHOMACNSHY0 KUCNOTY)
W, KaK CNeAcTBre, pa3BuTieM (oKanbHOM KOPKOBOM aucnna-
3uM, KoTopas nofBepxeHa KanbumHupoBaHuio B 6onee 50%
cnyqaes [6]. OdbTanbMonormyeckue nposiBneHns TybeposHoro
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CKNepo3a NpeAcTaBeHbl peTMHaNbHbEIMM raMaptoMamu. [No-
paKeHue NMOYEK Yallle CBA3aHO C pa3BUTUEM aHTMOMMOIIMIOM
M KUCT KaK OMHOYHBIX, TaK U MHOXECTBEHHbIX. [lopaxeHue
}enyAe4HO-KULIEYHOIO TpaKTa NposBnseTcs B Buge Gubpom
WAM NanUNIoM Ha CMMHKE A3blKa U HEDA, AedeKToB aManu
3y60B, IMNOM U QHMMOMMONIMNOM NOKENYAOUHOW HKene3bl,
a TaKxKe NosMnoB B NPAMON KuLKe. B nérkux yacto obHapy-
JKMBAIOT KUCTOMOA06HbIE 06pa3oBaHUA Mo TMMY MHEBMoLENe
Pa3nUyHbIX Pa3MepOB M KONMYECTBA, NMpU PaspbiBe KOTOPbIX
BO3HWKAIOT 0AbILLKA U KpoBOXapKaHbe [7].

OKoH4aTenbHbIA AuarHo3 Tybepo3Horo cKiepo3a ycTaHaB-
JIMBAIOT HA OCHOBAHWM HANMYMS NATOrEHHOM MyTauuW B re-
Hax-KaHaupatax TSCT wnn TSC2, KoTopble, COrMacHo CBOeMyY
(GYHKUMOHANBHOMY CTaTycy, ABNAIOTCA reHaMW—OHKOCYNpec-
COpaMu OMyX0NIeBOr0 POCTa U KOHTPOIMPYHOT NPOLIECCHI Kne-
ToyHoro uukna [8]. CnepyeT 0TMETUTB, YTO B 3pY OTCYTCTBUSA
reHeTMYecko BepuduKauum Tybepo3HOro CKneposa Bbl-
Jlenanu ocHoBHble («BonbLuMe») U JOMONHUTENbHbIE («Ma-
Jible») MPU3HaKK, KOTOPble B AaNbHENMLLEM CTPYKTYpUPOBaHbI
B COBpEMEHHbIE KIMHWUYeCKue Kputepum. CornacHo Knaccu-
¢uKaumm Clinical Consensus Conference (TSC) ot 2018 roaa
npenBapuTeNbHbIA AnarHo3 Ty6epo3Hblii CKNepo3 ycTaHaBu-
BalOT NPU HaNMuMK BYX «BONbLIMX» NPU3HAKOB WU OAHOTO
«bonbLuoro» M AByx «Manbix» [9]. K «ManbiM» npusHaKaMm
OTHOCAT:

» bonee Tpex pedekToB 3Manu 3y6os;
» bonee aByx ¢pubpoM nonocTu pra;
e MHOMOYMCNIEHHbIE FaMapTOMbI BHYTPEHHWX OpPraHoB;
*  axpoMus CeTyaTK;
o MATHA TMNA «KOH(ETTU» Ha KOXKE;
»  MyNbTUKMCTO3Has TpaHcdopMaums noyek [10].
Cpeam «BoMbLwKMX» NPU3HAKOB BbILENSAIOT:
» Bonee Tpéx aHrModubpoM nuua;
» 6Gonee TPEX rMMOMUIMEHTHBIX MATEH C Pa3sMepPOM 9 MM

u bonee;

* He MeHee [1BYX OKOJIOHOrTeBbIX (MOPOM HeTpaBMaTUye-

CKOr0 NMPOUCXOXKAEHNS;

e OJMH Y4aCTOK «LUArpeHeBON KOXM»;

» pabnoMmoMbl cepaua;

e MHOXEeCTBEHHblE raMapTOMbl CETHaTHY;

» bonee TpEX KOPKOBbIX AuUcCnnasuii — Tybepsl, MUrpaLm-

OHHble TPaKTbl B 6eNloM BeLLecTBe;

« 6Gonee aByx cybaneHaMManbHbIX y3/10B;

» cybaneHaMManbHas rMraHTOKNETOYHas acTPOLMTOME;
*  TIOpaXeHUe NETKux;

e MHOXECTBEHHbIE aHTMOMWOUMOMbI noyeK [11].

Mnoa ¢ pabooMuoMon cepaua, BbISIBNEHHOW B NpeHa-
TaNnbHOM nepuoge, TpebyeT KOMMMEKCHOE AMHaMUYecKoe
HabnoaeHne LNA CBOEBPEMEHHOMO YCTAHOB/IEHWA HOBOOO-
pasoBaHWi Lpyrux nokanusaumii MetogoM MPT, a Takxe
reHeTU4ecKkoe obcnefoBaHue, B YaCTHOCTU POACTBEHHUKOB,
ONA UCKNoyeHus TybeposHoro ckneposa. Metogpl ynbtpa-
3BYKOBOW JAWarHOCTMKM B 3HAUUTENLHOW Mepe He SBNAIT-
CA YYBCTBUTENIbHBIMM K BbIIBNIEHWIO CyB3neHAMManbHbIX
Y3110B B FONI0BHOM MO3re Yy MI0Aa, YTO HanpsAMYK CBA3aHO
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C GU3NYECKUMM BO3MOXHOCTAMM TexHonorun. OpHako MPT

CYMTAIOT YTOYHAIOLLMM METOAOM, 00M1aAatoLLMM ABHBIM MOTEH-

LManoM Ania LenieHanpaBieHHoW AMarHoCTUKM Lepebpans-

HbIX MATONIOMYECKMX COCTOSHWIA y nnoaa ¢ 18- Hep,. recta-

umn. OnbIT ucnonb3oBanus MPT B nepuHaTanbHbIX LieHTpax

(enepanbHOro ypoBHS MOKa3al, YTo CPOKM e€ NpoBeLeHus

3aBUCAT OT TOro, Korga B HopMe (OpMUpYeTCa CTPYKTYpa,

aHOManua KoTopoi 3arofo3peHa npu BeinosHeHun Y3U [12].

MaTonornyeckue natTrepHbl Cy63neHAMMANbHLIX Y3108 M0 pe-

3ynbtataM MPT yalle 0fHOTMMHEI U XapaKTepu3ytoTca runep-

curHanoM Ha T1-BU n T2 FLAIR, npu 3TOM WHTEHCMBHOCTb
curHana Ha T2-BW BapbupyeT ot cpoka rectaumm [13]. Cy6a-

NeHAMManbHble Y3bl PacnosioeHbl BAONb CTEHOK GOKOBbIX

YKeJNy04KOB FONI0BHOM0 Mo3ra M no AaHHbIM Y3U ux yacto

He Bu3yanuaupytor [14]. OCHOBHbIe TPYAHOCTY B AMArHOCTUKE

Tybepo3Horo cKyiepo3a 06ycnoBneHbl HECKONbKUMM daKTopa-

MM, @ UMEHHO:

 pa3HoobpasueM KIIMHUYECKON KapTUHBI;

» BO3pacT3aBUCUMBIM MNPOSBIIEHNEM OCHOBHbLIX KJIMHWYE-
CKMX CUMMTOMOB;

e HafMyMeM CUMNTOMOB, KOTOpble TpebyloT npoBefeHne
MHCTPYMEHTaNbHbIX METOA0B MUCCNENOBaHWA ANs UX Bbl-
SIBNEHUS;

 OrpaHuyeHHas goctynHoctb MPT B npeHaTansHoM nepu-
0fle W CeKkBeHMpoBaHus reHoB TSCT u TSC2.

3AKJIK4EHUE

lpeHartanbHy AnarHocTuKy Ty6epo3Horo CKnepo3a Mox-
HO ONMTUMM3MPOBATb B NOJL3Y Moy4eHUs bonee TOYHOM UH-
¢opMauum ¢ nomollbio npoeaeHns MPT. [laHHbIN cnyyaii
LEMOHCTPUPYET BO3MOKHOCTb €€ MCMOMb30BaHUS C LieNblo
BbIAIBNEHWA 04YaroB NMopakeHUs B rofioBHOM Mo3re W pabpo-
MUOM cepaua y nnoaa c Tybepo3HbiM cknepo3som B Il pume-
cTpe bepeMeHHocTH. Y3W uMeeT orpaHuueHns B onpegene-
HWM LiepebpanbHbIX NPU3HAKOB JaHHOW NaToNorku, No3ToMy
pekoMeHgoBaHo nposefeHne MPT nnoga B cnyyasx nofo-
3peHust Ha Tybepo3HbIi CKIepo3.

NIONOJTHUTENIbHAA UHDOPMALIUA

UcTouHuk ¢duHaHcupoBaHus. ABTopbl 3asBnAlOT 06 oTCyTCTBUM
BHELLIHEro (V1HAHCMPOBaHWSA NMpu NpoBEAEHUM PaboThI.

PackpbiTue MHTepecoB. ABTOpbI [EKapUPYHOT OTCYTCTBME OTHO-
LUEHWUH, IeATENbHOCT U UHTEPECOB (MYHBIX, MPOdECCUOHANMBHBIX
UK GUHAHCOBLIX), CBA3aHHBIX C TPETBAMM NLEAMK (KOMMEpYECKU-
MW, HEKOMMEPYECKUMW, HaCTHBIMM), UHTEPECH KOTOPLIX B CBOK 04e-
pefb MOryT bbiTb 3aTPOHYTHI COAEPXHKAHWMEM PYKOMMUCMK.

Bknap asTopoB. T.B. VBniokoBa — Ha3HaueHue W onvcaHue pe-
3ynbTatoB 0bCnenoBaHKA, NpoBefeHVe nocnefytowero obcneno-
BaHWA NaLyeHTa, pefakTMpoBaHue TekcTa cratou; [.[. byrpoBa —
KOHLeNumMsA pabaTbl, HanMcaHWe U pefaKTMpPOBaHUE TEKCTA CTaTbK,
cbop 1 aHanM3 nnTepaTypHbIX AaHHbIX; A.A. MenbHWKoB — cbop
W aHanu3 nMTepaTypHbIX AaHHbIX, PEfAKTUPOBaHWE TEKCTa CTaTby;
J1.I.. benouepkoBueBa — peaaKTMpoBaHMe (UHANBHOM BepcUm
TekcTa cratby; H.B. KnnMoBa — paspabotka KoHuenumm pabortsl,
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PeflaKTMPOBaHWe TeKCTa cTaTbi. Bce aBTOphI 0A06pMUNM pyKonuch
(Bepcuio ans NybanKaumm), a TakKe COacUaNCh HECTU OTBETCTBEH-
HOCTb 3a BCE acMeKTbl paboTbl U rapaHTMPOBaK, YTO BOMPOCHI, CBS-
3aHHble C TOYHOCTbIO MM [106POCOBECTHOCTbIO N06OW YacTh paboThl,
ByayT [OMKHEIM 06pa30M PACCMOTPEHBI U PELLIEHbI.
WHdopMupoBaHHoe cornacue Ha nybamKawmio. ABTOpbI NOYyYMIM
MMCbMEHHOE COrTacke 3aKOHHbIX NPeCTABUTENEN NaLMEHTa Ha ny-
BAMKALMI0 MEAMLIMHCKMX aHHbIX 1 oTorpaduin B 06e31MYEHHON
dopme B xypHane Digital Diagnostics.
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