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T @IrBOY JAII0 “Poccuiickas meduyunckas akademus HenpepovléHozo
npogeccuornanvHozo obpasosarnus” Munsdpasa Poccuu;
125993 Mocksa, ya. Bappukadrnas, 0. 2/1, cmp. 1, Poccuiickas Pedepayus

2 HayuHo-uccne0o6amenbCKull KAUHUYeCKUU uncmumym neduampuu u 0emcKoil
xupypeuu umenu IO.E. Beavmuwesa PI'AOY BO “Poccuiickuil HAUUOHAAbHbBLIL
uccaedosamenvckuil meduyunckuil ynusepcumem umenu H.U. ITupozosa”
Mumnsdpasa Poccuu; 125412 Mocksa, ya. Tanrdomckas, 0.2, Poccuiickas @edepayus

Ilens uccreqoOBaHUA: U3YUUTDH YIbTPA3BYKOBBIE 0COOEHHOCTH IMOPAKEHUH IIOUEK y IeTell ¢ TyO0epos-
HbIM cKJaepodoM (TC) B 3aBuCMMOCTH OT reHETUYECKOTO BapruaHTa 3a00JIeBaHUA.

Marepuaa u meTonsl. B momepeunoe ucciefoBaHre ObLIN BKJIIOUYEHBI JeTU C YCTAHOBJIEHHBIM IHa-
raosoM TC (mo 18 JieT BKJIIOUMTENBHO). BBLIM MONyUYeHBI JaHHBIE PE3YJHTATOB YJIbTPa3BYKOBOTO
B-ckanupoBanusa mouek 137 mereii B BospacTte oT 1 mec m0 18 jeT, m3 HUX ¢ MATOTeHHBIM BapUaHTOM
TSC1-27/137(19,7%), TSC2 —-76/137 (55,5%), TSC2/PKD1 —4/137 (2,9% ) u ¢ HEyCTaHOBJIEHHBIM
reHeTUYeCKM BapuaHToM 3aboseBanus — 30/137 (21,9% ) (zuarHos ObLI YCTAHOBJIEH 110 KJIMHUYECKUM
KpuTepuAM). BbLI TpoBeieH aHAIN3 U3MEHEHNH IOUYEK B 3aBUCUMOCTH OT T€HETUYECKOT'0 BapUAHTA 3a-
6oseBaHMA.

PesyawraTsl. I1o pesysibraTam yiabTpadByKOBOro uccaenoBanud y 85,4% (117/137) narimesdToB ObLIN
BBIABJIEHBI TTOPAKEHUA MMOUYEK B BUe KuUCT 1 aurumomuosuiom (AMJI). [y mamueHTOB ¢ TaTOTeHHBIMU
papuantamu T'SC1 Hanbosiee XapaKTepPHBIM ObLIO mopakernue mouek B Buge AMJI (59,3% ,) B To Bpems
KaK y IaIeHTOB ¢ ImaToreHHbIMHM Bapuantamu 1T'SC2 m ¢ cuHApPOMOM cMeKHbIX reHoB 1'SC2/PKDI
(TSC2/PKDI1-CCT') uaiiie BcTpeuasioch coueTanHoe nopaskenue nouek AMJI u kucramu (8 51,3 u 8 100%
COOTBETCTBEHHO). MHOKecTBeHHBIE 1 KpymHbIe AMJI 6b11u Hanboee XapaKTePHBI AJI MAIlMEeHTOB C Ia-
TOreHHBIMU BapuaHTamu rea T'SC2, B To BpeMaA Kak nanueHTsl ¢ T'SC2/PK D1-CCI' Tuniom 3a60JieBaHUA
MMeJIU IPEeuMYIIeCTBeHHO ITopakeHre MHOKEeCTBEHHBIMU KPYITHBIMU KHUCTaMU, KOTOPbIE BU3YATU3UPO-
BAJINCh YoKe B TIEPBBIE TOALI JKU3HY TAI[UEeHTOB.
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3akiroueHHe. YJIbTPAa3BYKOBOE KCCJIEOBAHWE ABJISETCS IPOCTBIM U ITMPOKOZOCTYIHBIM METOZOM
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OCJIOXKHEHUU B BHUJle CHOHTAHHBLIX KPDOBOTEeUEHUY, aHeBPU3M, HapyIIeHUY YPOAMHAMUKY.
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BBEJEHUE

Ty6eposubiii ckiaepo3 (TC) — aTo pemkoe
ayTOCOMHO-TOMHHAHTHOE HacJeICTBEHHOE 3a-
0oseBaHUE C MYJIBTHOPTAHHBIMY IIPOABJIEHUA-
mu. Knuanueckuii cnektp TC mupoko Bapbu-
pyeTca y pasHBIX NAIMEHTOB, OJHAKO CYyIIle-
CTBYIOT XapaKTepHble NPU3HAKU, TaKKUe KaK
KOPTUKaAJbHBIE Ty0epbl, AaHTruOPUOPOMBI
auna, aurmomuoauioMbl nouek (AMJI), pab-
IOMMOMBI CEPAIlA U raMapTOMbI ceTuaTku [1].
CoryiacHO 3MUAEMUOJOTUYECKUM HCCJIeI0Ba-
HuAaM, 3aboseBaemocts TC cocraBiseT
1/6000-10 000 HOBOpoO:KIEHHBIX B rom [2].
PacuerHoe umcyio 00JBHBIX B PoccuiicKkoii
Depepanuu oxkoso 7000 uenosek, mosromy TC
oTHocuTcsa K ophaHHBIM 3aboseBanusaMm [3].
TC saBisercA TeHeTHUYECKUM 3a0o0jIeBaHUEM,
BBI3bIBA€MBIM IIATOTEHHBIMU BapUAHTAMU B T'e-
"Hax T'SC1 nnu TSC2, KogMpPyOINX raMapTuH
u TybepuH cooTBeTcTBeHHO [4]. IlaTorennsie
BapuauTsl T'SCI1/TSC2 npuBOAAT K aHOMAJb-
HOMY POCTY KJIETOK 1 OIIyX0Je00pa3oBaHUIO BO
MHOTHUX OpraHax, BKJIIOUas MO3T, IIOYKHU, CePJ-
e, CeTUATKY W KOXKYy. ¥ 2—3% IaIueHTOB
Kpynuble generuu B T'SC2 MoryT 3aTparuBaTh
cocenuuit red PKDI1, o6a n3 KOTOPHIX pacIio-
JO}KeHbI B 16-i1 xpomocome, UTO IIPUBOJUT
K Pa3BUTHIO CUHJPOMAa CMeKHBbIX reHoB T'SC2/
PKD1 (TSC2/PKDI1-CCI'), koTOpbBII Xapak-
TepusyeTcsA TAKeJbIM TeUueHUeM, paHHUM Ha-
YaJIOM M OBICTPHIM Pa3BUTHEM IIOJUKHCTO3-
HOM OoJsie3HM ToYeK [H], a TaK:Ke HAIUUYUEM
MHOKEeCTBEHHBLIX KHUCT Iouek [7, 8]. Bapua-
0eJIbHOCTD TopaskeHudA nmouek npu TC rexneru-
YyecKHu AeTepMuHUpPOBaHa. Hajmuuwme maToreH-

HbIX BapuaHTOoB B reHe TSCI kKoppeiupyeT
¢ 6oJiee 0JIATOIIPUATHBIM (DEHOTHUIIOM IIOPasKe-
HUS MMOYEK, XapaKTepusyoIinuMcsa (GOpPMUPO-
BaHMEeM m30JaupoBaHHBIX AMJI 1 KueT Majabix
pasMepoB, a TaK)Ke MeIJIeHHBIMU TeMIIaMU
MpoTrpeccCUPoOBaHUA XPOHUUECKON O00Je3HHN
mouex. B oTauume OoT 3TOrO0, AJA IMAIIEHTOB
Cc MaTOTeHHBIMUW BapuaHtamu B reme T'SC2
XapaKTepHo 6oJiee TaKeJa0e KINHUUECKOe Te-
yeHMNe, KOTOpPOe IMPOABJIIETCS MHOYKECTBEH-
HbIMU KmcrtamMu u AMJI, CKJIOHHBIMHU K IIPO-
rpeccupyioiiemy pocty [9]. O6uiuii reHoTun
TC TakKe CyIeCTBEHHO BJUseT Ha (DeHOTU-
NUYecKUe NPOSABJIEHUS IMOPaAKeHHUS MOUeK.
Tak, Ipu HAJIUYUYU MO3AUUYHBLIX BapPHUAHTOB
B rede T'SC2 nabamogaeTcsa JOOPOKaUECTBEH-
Hoe TeueHmue 3aboJieBaHUs, TOTAA KaK [eJie-
MU B 9TOM JKe I'eHe IPUBOAAT K MHOMKECTBeH-
HbIM Kuctam u AMJI, uare mopaskaimTcs o0e
nmouku [10]. OgHaKO IPEAIOIOKUTE BO3SMOIK -
HBII AUArHO3 BO3MOXKHO IO 9Tala TeHOTUIIN-
POBaHUA IPU HAJIUUUU ABYX OOJBIIUX KPUTE-
pHeB WK ONHOTO OOJIBIIOr0 M ABYX MaJIbIX,
OCHOBAHHBIX Ha KJINHUYECKUX MPOABICHUAX.
K GoJIbIIIMM KPUTEPUAM OTHOCSATCS: TUIIOIIUT-
MEHTHUPOBAHHLIE MATHA, aHTMO(GUOPOMBI MU
(hpubposHLIE OJIAIITKY HA I'OJIOBE, HOI'TeBhIe (P116-
POMBI, MHOYKECTBEHHBIE Y3JIOBbIe IaMapTOMBI
CeTUaTKU, KOPTUKAJbHAA AUCILIA3UA, Cy0d-
OeHAUMAaJbHBbIE Y3JIbl, IIATHA “IIarpeHeBOM
KOoxKu”, cy0OsmeHIMMAaJIbHAS T'UTaHTOKJIETOU-
HasA acTPOIUTOMA, JUMMPAHTHOJIEeHOMIOMATO3,
AMJI mmouek, pabmoMuoMsbl cepama. K Maabim
KPUTEPUAM OTHOCATCS: IIATHA TUIIA KOH(MpeTTH
Ha Koike, Jed)eKThI aMaJii 3y00B, (prOPOMBI I10-
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JIOCTU PTa, MHOKECTBEHHbBIE KUCTHI TI0YEK, SKC-
TpapeHaJibHAsA raMapToMa, JeIUTrMeHTUPOBaH-
Hble IATHA CETYATKHU, CKJIEPOTUUYECKUE IIopa-
skerHud Kocrent [11]. Beiapirerue AMJI u Kuct
TOYEeK SBJIAETCA OJHUM U3 OCHOBHBIX KPUTEPU-
eB nmocTaHoBKU auaruosa TC, KOTOPBIH MOMKeT
OBITH MCIIOJIb30BAH J0 IIPOBEJEHUA TeHeThYe-
CKOr'0 aHAJI¥M3a WJIY B TOM CJIydyae, Korja MyTa-
MY He BBIABJIAIOTCA. ITO MOJKET ObITh CBA3A-
HO C HaJWU4YWmeM MO3auIIu3dMa U WHTPOHHBIX
MyTaluii, 4TO YKasblBaeT Ha TO, YTO OTCYT-
CTBUE BBIABJEHHBIX MYTAIlMil HE HCKJIOYAET
nuaraosa TC [12]. ¥V 6oablIMHCTBA IAIIEHTOB
MaToJIOTUA IPOTEKaeT 0eCCHMMITOMHO, W He-
3HAYUTEJbHbIE U3MEHEHUS MOTYT OBITH CJIY-
yalfHOU HaAXOAKOM. BciemcTBue aTOro, a Tak-
JKe B CBA3U C MO3aHell MaHU(pecTaIlell CUMII-
TOMOB WJIU OIITMOOYHOM MHTEPIIPETAIINEl N3MEHe-
HUIi, BBISBJIEHHBIX B JETCKOM BO3pacTe, Aua-
THO3 HePEeJKO yCTaHaBJIWBAeTCA JUIIL B 3pe-
JIOM TIepUOJie JKUSHU IIPU IMOSABJIEHUU OCJIOK-
Heuuii. Oc/loKHEHUs, KaK IIPaBmUjIo, 00yc-
JOoBJIEHBI TeM, uTo AMJI cnaBimBaoT OKpysKa-
IOI[Vie UX OPTaHbI U TKAHU, a TaK:Ke SBJIAIOTCS
MIPUYUHON 3a0PIOIIIUHHOTO0 KPOBOTEUEHUA, KO-
TOPO€ MOKET IIPUBECTU K JIETATbHOMY HCXOIY
u3-3a KpoBomnorepu. Yem 6osbIte pazmep AMJI,
TeM BBIIIe PUCK PasBUTUSI KPOBOTEUEHUA.
AMJI muamerpom GoJsiee 30 MM YacTO UMEIOT B
CBOEli CTPYKType AUCIIJIACTUYHBLIE C aHEBPU3-
MaM#u KPOBEHOCHBIE COCYABbI U COMPAKEHBI C
0COO0EHHO BBICOKMM PHUCKOM KPOBOTEUEHUA.
IIpm:ku3HEeHHBINT PUCK TOYEYHOTO KPOBOTEUE-
HudA cocraiasgeT oT 20% y JUIL JKEHCKOTO I0JIa
no 10% y awum myskckoro moaa [13]. IIpyrue
ocyoxxueHns AMJI MmoryT BKJIO4aTh 60JIb B CITH-
He, TOIITHOTY, PBOTY, reMaTypuio, HapyIlleHue
OTTOKA MOYM, IIOYEUHYI0 HEIOCTATOUYHOCTb U
apTepraJbHYIO runepreHsuio [14, 15].
Huarnocturka mopaskenuit mouek mpu TC
B IIEPBYIO OUepeab OCHOBBIBAETCA Ha METOax
BU3yaJIM3aIUU, KOTOPbIE TIO3BOJISAIOT HE TOJIb-
KO MIPEAII0JIOKUTh JUarH03, HO U ONPEeNeIuTh
CTelleHb TOpasKeHusA opraHa. B mocienHee
BpeMs yacTora BblaBaenud TC yBermnunBaeTcsa
B CBSA3U C IIIMPOKUM BHEJIPEHUEM JIYUEBBIX Me-
TOJOB HccJeqoBaHusA. KoMIblOTepHAss TOMO-
rpadusa (KT) c KOHTpacTHBIM yCUJIEHUEM ABJIA-
eTcs HamboJiee YacTO MCIOJb3yeMbIM PEHTTe-
HOJIOTHYECKUM MeTomoM auarHocturu AMJI.
Ona o0JagaeT BBICOKOM UYYBCTBUTEIbHOCTBHIO
u cuenupuyHOCcThIO B oTHOIIIeH AMJI 1 oT-
JIMYaeT UX OT APYTUX IopaskeHuii. [[pyrue mpe-
UMYIIIECTBA TOTO METO/Ia 3aKJIIOUAIOTCA B TOM,

YTO OH OBICTPBIN, 9KOHOMUYHBIA U JOCTYIIEH
B OoabinuHCTBe OosbHUIL [16]. OmHako coBpe-
MeHHBbI€ PEeKOMEeHIAIllu! AOIYCKAIOT WCIOJb-
s3oBadue KT TOJBKO B TOM ciaydae, ecau Mar-
HUTHO-pe3oHaHcHad Tomorpadus (MPT) memo-
crymua [17]. MPT o6sazaer xopolmei pas-
permaoIieii crrocOGHOCTHIO M MHOTOILJIOCKOCT-
HBIMH BO3MOKHOCTAMHU 0€3 pagualrioHHOTO
obayuenus [18], a BLICOKAs UyBCTBUTEIHLHOCTD
JUIA BBISBJIEHUS >KMPOBBIX TKAHEH MCIOJIb3Y-
erca niaAa au@PepeHnruaaIbHON IUarHOCTUKU
AMJI ot apyrux o6beMHBIX 00pa3oBaHUIl IIO-
uex [19]. Ho MPT B mepByio ouepenb BbIOU-
patoT ans omeHku AMJI GoabIimx pasMepoB
C IIeJIbI0 MOHUTOPUHTA POCTA W OCJOKHEHUH,
a y mereii muraaiero sogpacrta MPT uacrto Tpe-
OyeT aHeCTe3MOJOTHMUYECKOro OOecredueHus.
ITosTromy anbrepuaTuBabiM MPT MeTomoM Bu-
3yaJin3aliuy SBJseTcA YIbTPa3ByYKOBOE HccJie-
nmoBaHue (Y3U). BoJbHIMHCTBO TUNHUYHBIX
AMJI comep:XKUT KUPOBYIO TKaHb, KOTOpasd
xXopol1Io onpezaeasercsa npu ¥ 31 B Buze rumep-
9XOTeHHBIX oOpasoBanuii. Y3U saABasgercsa
BaKHBIM, 0€30IIaCHBIM, BBICOKOMH(OPMATUB-
HBIM U IITUPOKOJOCTYIIHBIM METOAOM IMarHO-
CTUKY TOPaKeHUU IOYeK y JeTeid W MOKET
paccMaTpuBaThCS B KauecTBe METOa IepPBUY-
HOUM OIIeHKM cocToAHUsA mouek y mereir ¢ TC.
IIpoBeneHre CKPUHUHTOBBIX 9XOTPa()UUECKUX
ucciaegoBaHUM ob6Jsierdyaer auaruHoctTuky TC
Y HOBOPOKIEHHBIX U TPYAHBIX JE€Tel, KOTOPhIe
elfe He MMEIT AMAarHOCTUYECKUX KPUTEPUEB,
OCHOBAHHBIX Ha KJWUHUYECKUX ITPOABICHUAX
[20]. B HacToaee BpeMs, 10 JaHHBIM JUTEPA-
TYpPbI, CTPYKTYPHAas IIaTOJIOTUS ITOUeK y JAeTeid
¢ TC B ocHOBHOM IIpefcTaBjaeHa HEMHOTOUUC-
JIEHHBIMU KJIUHUYECKUMU IPUMEPaMHU.

IMens uccaemoBaHUA: HA OOJBIION NI Op-
(anHOTO 3a00sI€BaHUA BHIOOPKE ITAI[MEHTOB
U3YYUTh YaCTOTY, CHEKTP U XapaKTep mopa-
"KeHUs II0YEK, BEIABJIAEMbIX C IIOMOIIbI0 ¥ 3U,
y nereii ¢ TC B 3aBUCUMOCTHU OT T€HETUUECKOT'O
BapUaHTa TeueHuA 3a00JIeBaHuA.

MATEPHUAJI U METOJbI

3a 2025 r. 6nL10 mMpoBemeHo Y3U mouek
137 mersim B Bo3pacte oT 1 mec g0 18 jer ¢ au-
arHo3oM “Ty6eposHblii cKaepos”. 13 Bcex cay-
vaeB 78,1% (107/137) npomwiu reHeTUYeCKOoe
o0ciemoBaHMe, Pe3yabTaThl KOTOPOI'O BBIABI-
JU IAIMeHTOB C MATOTeHHBIM BapHUAHTOM
TSC1 - 27/137 (19,7%), TSC2 — 76/137
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(55,5%), TSC2/PKD1 - 4/137 (2,9%).
Ocrasmumeda 30/137 (21,9% ) mamuenTam re-
HeTHYeCKOe TeCTHUPOBaHUWE He IIPOBOUJIOCH
WUJIU Pe3yJIbTaThl TeHETUUECKOTO TECTUPOBAHUS
OBLIM OTPHUIlATEJbHBIMU, a auarao3 TC ObLI
YCTAHOBJIEH IO KJIWHUUYECKUM KDPUTEPUIM,
KOTODBIE BKJIOUAJIU B cebA: »KaI00bI 00JIBHO-
ro, JaHHbIe (U3UKAJIBLHOTO ocMoTpa (B TOM
Yurcje olleHKa KOMKHBIX ITOKPOBOB) U PE3YJb-
TaThl yiKe MPOBEeIeHHBIX MHCTPYMEHTAJIbHBIX
meronoB auarHoctuku (MPT rosoBHOTO MO3-
ra, axoxkapauorpadus, sjieKTpoaHIedasorpa-
dusa). IlormmosuIilMOHHOE YJIbBTPA3BYKOBOE
B-ckaHupoBaHue MOYeK MPOBOAMJIOCH Ha all-
mmapare skcmepTHoro kjaacca Logic S7 (General
Electric, CIITA) ¢ ucmosb30BaHEM KOHBEKC-
HOTO JaTuMKa C YacTOTON CKAaHWPOBAHUS
1-6 MI'm u JuHEeHHOTO AAaTUYMKAa C YacTOTOu
ckaHupoBanusa 3,3—10 MI'q. OmeHuBanuch
KOHTYPBI MOYEK, 5XOTMeHHOCTbh ITapeHXWMBI,
YEeTKOCTh KOPTUKO-MeAyJIIapHOUN nuddepeH-
IIUPOBKHU, HaIUuMe O0BEeMHBLIX IIaTOJIOTHYEe-
ckux obpasoBaHuii (kuct, AMJI), cocrosanme
cobupaTeabHOM CUCTEMBI U PETUCTPUPOBAJINCH
JUHENHbIe pasMepsl IIoYeK (AJauHa, MINPUHA,
ToJIIIUHA, 00Bem). O0beM MOUEK paccuu-
TeIBaJICA 110 (popmyse: V = 0,523 x a x b x ¢,
rJe a — JJIHA IMOYKU X b — IIUpUHa X ¢ — TOJI-
uiuHa (Bce pasMepnl B caHTUMeTpax), 0,523 —
MIOTIPaBOYHBIN KoaduiiuenT. Mcxonsa us 00b-
eMa IIOUEK ONpeneascAd WHIEKC MOYeUHOI
Macchl Mo popmyie: (V mouek,/ macca marmueH-
ra (B rpamMmax)) x100. ITpu BeisBiennu AMJI
UJIW KUCT IOYEK IPOBOAUJIACH OIleHKA UX KO-
JINYECTBA, CTPYKTYpPbI, ()OPMBI U JIOKAJIU3a-
nuu. PeructpupoBajica pasmMep TOJbKO caMoii
KkpynHoit Kuctel 1 AMJI. KosnuecTBo 06HapY-
KuBaeMbIX KucT uan AMJI onenuBajioch B 0f1-
HOM YJIbTPa3BYKOBOM cpese, rae 0 — ux orcyT-
ctBue, 1 — eguHUYHBIE, 2—4 — HEMHOI'OUIC-
JIeHHBIe, 00Jiee 5 — MHOKECTBEHHEIE.
Cratuctuueckas o0paboTKa pPe3yJbTaTOB
IIPOBOAMJIACH C MCIIOJb30BaHMEM ITPOTPAMMOBI
StatTech v.4.9.4 (paspabotuux — OO0 “Crart-
Tex”, Poccus). KosmuecTBeHHBIE IIOKasaTean
OIlEHUBAJINCh HA HaJIMYWEe COOTBETCTBUA HOP-
MaJIbHOMY PacIIpeleIeHNI0 C IIOMOIITbI0 KPUTe-
pusa IMlanupo—Yuiaka (Ipu ducje UCcaeayeMbIxX
meHee 50) wmum Kpurepus Kosmoropopa—
CvupHoBa (IIpu uuciie uccjaenyemMorx 6osee 50).
B ciyuae oTcyTCTBUA HOPMAJIBLHOTO pacipee-
JIEHUs KOJIMUEeCTBEHHbIE HAaHHbBIE OIMCHIBAJIUCH
¢ moMmo1bio Meanansl (Me) U HUIKHETO 1 BEPX-
Hero kBapruieii (Q1-Q3). KareropuaiabHbie

MaHHBbIE OMMCHIBAJINCH C YKasaHueM abCoJIIoT-
HBIX 3HAUEHUH 1 IIPOIEHTHBIX mojeii. 95% mo-
BepUTEJbHbIE WHTEPBAJbI IJA IIPOIEHTHBIX
JloJIel pacCuMThIBaJIMCh 10 MeTony Kiommepa—
IIupcona. CpaBHeHUE IPOIEHTHBIX JOJIe Ipu
aHaJIM3e MHOTOIOJBHBIX TAbJUI] CONPAKEH-
HOCTY BBIIIOJIHAJIOCH C IIOMOIIIBIO KPUTEPUA )2
ITupcoHa, amocTepuopHbIe CPABHEHUSA — C II0-
mombio Kpurepuda )2 IlupcoHa ¢ mompaBKOM
Xoama. CpaBHeHUe Tpex u 0oJiee I'Pynm IIO
KOJIMYEeCTBEHHOMY ITOKAas3aTeJso, paclipenese-
HUe KOTOPOTO OTJIMYAJIOCh OT HOPMAaJbHOTO,
BBIIIOJIHAJIOCh C TOMOIIbI0 Kpurepus Kpac-
KeJsia—Y 0JLInca, alloCTePUOPHBIE CPABHEHUA —
Cc TOMOIIbI0 Kpurepus [laHHA C MMOTIpPaBKOI
Xoama. Pagnmnumsa cuuraanch CTaTUCTUUECKHU
3HaunMbIMu npu p < 0,05.

PE3YJbTATBI HCCJIENJOBAHUA

Menmana BospacTa Bcex 137 obcienyeMbIx
namueHToB cocrtasuyaa 10 (5,0-13,0) Jer.
He Obl0 BBIABJIEHO CTATHUCTUUYECKUW 3HAUU-
MBIX pasJuUUUi MeKAY II0JIOM IaIlueHTOB
(p=0,471) u pasmepamMu IIPaBOIi U JIeBOII TIOU-
ku (p < 0,05), a AMJI u KucThI UMeJIU IIPeu-
MYIIIECTBEHHO IBYCTOPOHHIOI JIOKAJM3aIUIO
(B 93 1 95% cayuaeB COOTBETCTBEHHO) 1 OJU-
HaKOBOE 110 KOJIMYECTBY pacirpesesenue ¢ obe-
UX CTOPOH.

ITo pesysabTaTaM yJbTPa3BYKOBOTO obcJe-
MOBaHUA [JIs MAIlUEeHTOB C IIaTOT€HHLIMU Ba-
puauTom T'SCI maubojiee XapaKTePHBIM ObLIO
mopaskeHue mouek B suge AMJIy 17/27 (63%)
IeTeil, KHCTBI JKe BCTPEUYaluCh TOJBKO
y 3/27 (11,1%) obGcnemyeMbiX, B TO BpeMs
Kak y IalueHTOoB C TIaTOTeHHBIMU BapUaHTaAMU
TSC2 u TSC2/PKDI1-CCI' AMJI Busyanusu-
poBasiuck y 65/76 (85,5%) u 4/4(100%) 06-
cJIeyeMbIX, a KUcThl —y 43/76 (56,6%)u4/4
(100% ) coorBercTBenHO (Tabs. 1). Mcxona us
THUIIA MYTaIliy ObLIU YCTAHOBJIEHBI CTATUCTHU-
YeCKU 3HAUMMbIE PA3JIUUYUI MEKIY TPyIIaMu
nanueraToB (p < 0,001) (ucmosb3yeMbIil Me-
rog: % Ilupcona). [na mammeHTOB, He IIPO-
MIEeIIIINX TeHeTUYeCKOe TEeCTHUPOBaHUE, OBLIO
XapaKTepHO IOopaskeHWe MOYeK MpeuMylIe-
crBeuno AMJI — y 23/30 (76,7%) nmereii,
B MeHbIIen creneHm Kucrtramu — y 11/30
(36,7%). Coueraunuoe nmopaxxkenne AMJI u Ku-
craMu OBLIO 0OJIbIIIE XapPaKTEPHO AJA T'PYIII
MaIMeHTOB C€ TMAaTOTeHHLIMM BapUaHTaMU
B T'SC2/PKDI1-CCI' u TSC2 — vy 4/4 (100%)
u 39/76 (51,3%) obcienyeMbIX, B OTJIUYLE OT
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Ta6auna 1. AHaau3 BapUaHTOB MOPaXKEHUA ToueK y marueHToB ¢ TC B 3aBUCUMOCTH OT T€HETUUECKOT0 BapHUaHTa
Table 1. Analysis of kidney lesions in patients with TS depending on the genetic variant

IIaToreHHbIiT BADHAHT
Ilokazarens
TSCI TSC2 TSC2/PKD1
AHTMOMUOJIUTIOMBI 17 (63,0) 65 (85,5) 4 (100,0)
Kucter 3(11,1) 43 (56,6) 4 (100,0)
AHTrMOMUOIUIIOMBI + KUCTHI 1(3,7) 39 (51,3) 4(100,0)
Ta6auua 2. Axanus pasmepa AMJI B 3aBECHMOCTH OT THIIA MYTaIUKN
Table 2. Analysis of AML size depending on the mutation type
Pazmep AMJI, mm
Iloxkasarens Kareropus p
Me Q1-Q3 n
TSC1 5,00 0,00-8,00 27
Myramnusa TSC2 9,00 6,38-13,00 76 0,003
TSC2/PKDI 6,25 2,25-23,88 4

TSC1, raoe momobHasA KapTUHA OIpPeesslach
Bceroy 1/27 (3,7% ) pebeHka.

IIpu amanuse xkonmmuectBa AMJI B 3aBuCH-
MOCTH OT T'€HEeTHMUeCKOT0 BapuaHTa 3a00JieBa-
HuA 1Jid rpynnsl ¢ T'SC2 maToreHHBIM BapuaH-
TOM OBLIO XapaKTepHO IOopa’keHue MHOMKe-
crBenubiMu AMJI — v 42/76 (55,3%) nmereii,
a pia T'SC1 — eguauuusiMu y 10/27 (37%)
uam wux otrcyrersue — y 10/27 (37%).

HopameHMe MHOMEeCTBEHHbBIMU KucramMmum
60,00 |- e
s
= .
= 40,00 -
S L]
<
o .
() L]
§ s
& 20,00 .
5,00 6,25
0,00
TSC1 TSC2 TSC2 PKD1
Myranusa

Puc. 1. Ananus pasmepa AMJI B 3aBUCUMOCTH OT
[IaTOreHHOI'0 BapUAaHTA.

Fig. 1. Analysis of AML size depending on the
pathogenic variant.

M.1. Pykov et al. Ultrasound examination of kidney lesions in children with tuberous sclerosis

ObL10 TUNUYHO nasa rpynnel ¢ TSC2/PKDI1
TunoM 3abosieBaHus — 4/4 (100%), equHMU-
Hble KHUCTHI ObLIM XapakTepHbl auasa TSC2
rpyunsl — 34/76 (44,7%), a gna TSCI rpyn-
OBl KUCTHI Yallle He ompemeasanuch — 24/27
(88,9%).

Tak:ke OBLI MPOBeAEH aHAIU3 JaHHBIX
o pasmepax AMJI y nereir ¢ myranuamu T'SC1,
TSC2 u TSC2/PKD. JIna ananusa OpaJjics
MaKCUMAaJbHBINA 13 Tpex pasmepoB AMJI, ore-
HEHHBI YJIBTPa3BYKOBBIM MeTOZOM. B pesyiib-
TaTe comocraByeHusa pasmepa AMJI B 3aBucu-
MOCTH OT TUIIa MyTalluy ObLJIYW BHIABJIEHBI CTa-
TUCTUUYECKHN 3HauuMble pasauuusd (p = 0,003)
(rabsa. 2) (UCIOIB3yeMbI MeTOH: KPUTEepuit
Kpackena—Yoimnuca).

Ha puc. 1 o6paitaer Ha ce0a BHUMaHUE Ha-
JUYre MHOTOUYMCJIEHHBIX JKCTpeMaJbHBIX
sHaueHuii (6osabire 20 mMm) paszmepoB AMJI
(oTMeueHbI YePHBIMU TOYKAMU) y TPYIIbBI Ha-
nueHTOB ¢ T'SC2 nmaToreHHBIM BapUAHTOM, UTO
CBUETEJIBCTBYET O IIPEAPACIOJIOKEHHOCTHU
K (opmupoBanuio AMJI KpymHBIX pasMepoB
y nanueHnToB ¢ T'SC2 naToreHHBIM BApUAHTOM.

ITopaskenue mouek y nmereit ¢ TSC2/PKD1-
CCTI sacay:kuBaeT 0coO0T0 BHUMAHUSA BBUILY
MaJioi BBIOOPKU KCCJIENYEeMBIX, a TaKiKe CO-
UyeTaHUsS M3MEHEHWU ITapeHXWMBbI IMOYeK, Xa-
paxkTepHbIX Aaa TC 1 MOIUKUCTO3HOUN 60JIe3-
HU TIoYeK. [lJid 8TOoTo TUIla MyTAIluu y AeTei
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oT 3 1o 16 JieT OBLIO BLIABJICEHO HAJHUUYME MHO-
JKEeCTBEHHBIX KPYHOHBIX KHCT, PasMepoOM OT
40 1o 90 Mmm.

Y abTpa3BYKOBasI KAPTHHA

mopaskeHus mouek AMJI mpu TC

Kpome wMopdomMeTpuuecKux U KOJUUE-
CTBEHHBIX XapPaKTEePUCTUK, KOTODPhIE MOIKHO
OIIEHUTH C momolbio Y3M, 06oabIlioe MecTo
B 0COOEHHOCTAX mopakeHus mouexk AMJI 3a-
HUMaeT BapruabeJbHOCTb UX ()OPMBbI, PACIIOJIO-
JKeHUA U CTPYKTYpPHI. B oTsimuue oT cmopaau-
yeckux AMJI, KoTophle uailie Bcero mpeacTaB-
JSAI0T co00#l coJiMTapHBbIe THUIEPIXOTeHHBIE
00pasoBaHUs OBAJIBHOU MU OKPYTJIOH (hOPMBI
C YeTKUMHU POBHBIMU rpaHuttamu, AMJI, cBsa-
3aHHbIe ¢ TC, ABIAIOTCA MYJIbTUIEHTPUUHBI-
MU 1 OmiarepajbHbIMU ommyxouasamu [20], Ko-
TOPBIE IO CBOEH apXUTEKTOHUKE ITOBTOPSAIOT
COCYAMCTOE IePEeBO MOYKMU, UYTO OCOOEHHO XO-
poio npocyexkuBaerca y aereir ¢ TC mepBbIxX
JeT :KusHu (puc. 2).

Y nereir crapimero Bospacrta AMJI yBenu-
YMBalOTCA B padMepax U KOJUUYecTBe, IPU00-
peraroT nuddy3HO-04aTOBBIN CIMBHON XapaK-
Tep MopaKeHusd, HapyIlias IPpu 3TOM KOPTUKO-
MeAYJIAPHYI0 Au(GPepeHIIuPOBKY MOUYKHU.
Takas xKapTuHa 0OJIbIIIE COOTBETCTBYET Teue-
HUIO 3a00JIeBaHUS y MAIMEHTOB C IATOMeHHBI-
mu Bapuantamu T'SC2 (puc. 3, 4). CnaBiuBas
1 HeoOpaTHMMO ITOBpe:KJas IMOYEeUHYIO ITapeH-
xumy, AMJI 3ameIriaroT ee cBOUM 00HEMOM U
MIPEeICTaBIAAIOT c000#, KaK IPaBUJIO, OBAJb-
Hble WU BBITAHYTHIE OT CHHycCa K KalcyJje
IIOYKEe TUIIEePIXOTEHHbIE CTPYKTYPBI C YETKU-
MU POBHBIMU KOHTypaMmu (puc. 5, 6).

IxorenHocTs u cTpykrypa AMJI mpu TC
BapuabesbHa. BosbiuuacTBO TUIHYHBIX AMJI
COIEP:KUT JKUPOBYIO TKaHb 1 npu ¥3U mpo-
ABJAIOTCA 00pa30BAaHUAMU BBICOKOM 3XOTEH-
HocTtH (puc. 7). Pe:ke 8 AMJI mory mpeobJia-
IaTh TJIaAKOMBIIIIeUHbIE KJIETKU. B aTOM Ciy-
yae cTpyKTypa AMJI HeomHOpPOAHAS, C MHOMKE-
CTBEHHBIMHM T'HIO9XOT€HHBIMU YyUYaCTKAMH,
YepeayOIUMUCA C PEIKUM TUIEePIXOTeHHBIM
JKUPOBBIM KoMmIoHeHTOM. OmperneseHue rpa-
Hur, Takux AMJI BeI3bIBaeT OOJIBIIINE CJIOMK-
HOCTU, OHU NJI0XO0 AUPPeHTUPYITCA OT KOP-
KoBoro cJyiod mouku (puc. 8). Kpome Toro,

Puc. 2. 9xorpamma mouku majabunka 2 jert ¢ TC,
00yCJIOBJIEHHBIM ITaTOT€HHLIM BapUaHTOM TI'eHa
TSC2. Ha done coxpaHHO!I KOPTHUKO-MeRYJIAP-
HO¥ nuddepeHITuPOBKY B KOPKOBOM CJIO€ TOYKU
ompeneaA0Tcs MHOMKecTBeHHbIe AMJI, moBTOpS-
[OIlVe aPXUTEKTOHUKY COCYAUCTOI0 PYCJa ITOUKHU.

Fig. 2. Kidney ultrasound image of a 2-year-old
boy with TS caused by a pathogenic variant of
the TSC2 gene. Multiple AMLs, replicating
the renal vascular architecture, are visible in the
renal cortex against a background of preserved
corticomedullary differentiation.

B CTPYKType HekoTopbix AMJI moryT onpene-
JSATBCSA MHOXKECTBEHHBIE aHaCTOMO3UPYIOII[He
MeK 1y cO0O0M pacIiirupeHHbIe U3BUThIE COCYIBI,
KOTOpBIE XOPOIIIO ONPENENSTIOTCA B PeKuMe
IIBETOBOT'O [OIILJIEPOBCKOTO KapTHUPOBAHUSA
(ILOK) (puc. 9).

Hina nammentoB ¢ TC, acconmmupoBaHHBIM
¢ maTtoreHHbIM BapuanToM rea T'SCI1, xapak-
TepHbI equHnYHbIe AMJI i ux orcyrcrBue
BOOOIIE, 1, KaKk npaBuigo, AMJI npencraBiisa-
IOT c00011 06pa3oBaHUA HETIPABUJIBHOM (POPMBI
C HEYeTKMMHU Pa3MBITBIMU TI'PAaHUIAMU
(puc. 10). KopKoBBbIii CJIOI MOUEK Mapaslieilb-
HO HCYepUeH UYepeayIOIMUMUCT MeXKIYy coboit
yYacTKaAMU TKAHU ITOBBLIMIEHHON U IMOHUIKEH-
HOIt axoreHHocTH (puc. 11).
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Puc. 3. 9xorpamma nouku manbumnka 7 jet ¢ TC,
00YCJIOBJIEHHBIM MATOT€HHBIM BapUAHTOM TeHa
TSC2. CkanupoBaHue IMOYKU CO CTOPOHBI IIepe-
Hell OpIOIIHOI cTeHKU. MHOKeCTBeHHbIE Pa3HO-
ranubepusle AMJI pacnosararmoTcs BO BCeX CIOAX
NMOYKK U CJIMBAIOTCA MEXKAY C000il; KOPTUKO-
MeayJIApHas Au(hepeHnPoBKa He IPOCTIeKU-
BaerTcs.

Fig.3. Kidney ultrasound image of a 7-year-old
boy with TS caused by a pathogenic variant of
the T'SC2 gene. Kidney image trough the anterior
abdominal wall. Multiple AMLs of various sizes
are located in all layers of the kidney and merge
witheachother;corticomedullarydifferentiation
is not visible.

Puc. 5. 9xorpamma nouku maabuuka 14 jer c TC,
00yCJIOBJIEHHBIM IATOT€HHBIM BapUAHTOM TeHa
TSC2. AMJI HenpaBuiabHOI ()OPMBI, BBITAHYTA

OT CMHYCA K KaIlCyJe MOYKH.

Fig. 5. Kidney ultrasound image of a 14-year-old
boy with TS caused by a pathogenic variant of
the T'SC2 gene. The AML is irregularly shaped,
extending from the sinus to the renal capsule.

Puc. 4. 9xorpamma mouxku masnbuuka 7 jert ¢ TC,
00yCJIOBJIEHHBIM IATOT€HHBIM BAPUAHTOM TIeHa
TSC2. CkaHupoBaHMe IOUYKHU CO CTOPOHBI CITMHEI.
OmpegensoTesa MHOKeCcTBeHHBIe MeaKkrue AMJI u
KpynHasa AMJI B BepxHeM MOJIIOCEe IIOYKU; KOPTH-
Ko-MeayisapHas auddepeHInpoBKa He mpocye-
JKUBAETCS.

Fig. 4. Kidney ultrasound image of a 7-year-old
boy with TS caused by a pathogenic variant of
the TSC2 gene. Kidney image from the back.
Multiple small AMLs and a large AML are
detected in the upper pole of the kidney;
corticomedullary differentiation is not visible.

Puc. 6. 3xorpamma mouku manabunka 14 jger c TC,
00yCJIOBJIEHHBIM ITQTOT€HHBIM BapuUaHTOM TI'eHa
TSC2. B KOPKOBOM CJIO€ IIOYKHU OIIPEeessieTcs
AMIJI oBanbHO# (OPMBI, ¢ YETKUMU POBHBIMU

KOHTypaMu.

Fig. 6. Kidney echogram of a 14-year-old boy
with TS caused by a pathogenic variant of the
TSC2 gene. An oval-shaped AML with clear,
smooth margins is detected in the renal cortex.

M.1. Pykov et al. Ultrasound examination of kidney lesions in children with tuberous sclerosis
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Puc. 7. 9xorpamma mouku gesouku 13 ser ¢ TC,
00yCJIOBJIEHHBIM IIATOT€HHBIM BAPUAHTOM TIeHa
TSC2. Kpynuaa AMJI mpencraBieHa OJHOPOZI-
HBIM T'HIIEPIXOTEHHBIM 00pAa30BaHUEM C UYETKUM
HEPOBHBIM KOHTYPOM, UYTO CBU/JETEJIbCTBYET
0 BBICOKOM COJIEDIKAQHUM KMPOBON TKAHU B ee
CTPYKTYDE.

Fig. 7. Kidney ultrasound image of a 13-year-old
girl with TS caused by a pathogenic variant
of the TSC2 gene. A large AML is represented
by the homogeneous, hyperechoic lesion with
a clear, irregular margins, indicating a high fat
content.

Puc. 8. 9xorpamma mouku gesouxku 12 jer ¢ TC,
00YCJIOBJIEHHBIM IIATOT€HHBIM BAapUAHTOM T'eHa
TSC2. AMJI ¢ manbIM cofiepsKaHUEeM JKupa mpej-
cTaBJIeHA HEOJHOPOJHBIM 00pPa30BaHMEM C I'MIIO-
U TUIIEPIXOTEeHHBIMU YYACTKAMU TKAHU, C YETKU-
MU HEPOBHBIM KOHTYPaMMU.

Fig. 8. Kidney ultrasound image of a 12-year-old
girl with TS caused by a pathogenic variant of
the TSC2 gene. AML with low fat content is
represented by the heterogeneous lesion with
hypo- and hyperechoic areas of tissue and clear,
irregular outlines.

Puc. 9. 9xorpamma mouxku manbumka 9 jer ¢ TC, o0ycaoBIeHHBIM HATOTeHHBIM BapuaHToM reHa T'SC2.
a— AMJI npeacraBieHa KPYIHBIM OBAJbHBIM HEOAHOPOLHBIM 00pas3oBaHueM, Ae)OPMUPYIOIIUM KOHTYD IOUKA
U BBIXOOAIIIMM 34 €€ IIpeaeJibl; C TUII0O- U TMIIEePIXOreHHBIMU YYaCTKaMU TKaHU, 6 — B pexXume HHR B CTPYKTY-
pe AMJI onipeiesiroTCS MHOKECTBEHHBIE PACIIUPEHHbIE U3BUTHIE COCY/IbI.

Fig. 9. Kidney ultrasound image of a 9-year-old boy with T'S caused by a pathogenic variant of the T'SC2 gene.
a — AML is a large, oval, heterogeneous lesion distorting the kidney outline and extending beyond it;
with hypo- and hyperechoic areas of tissue; 6 — color Doppler imaging reveals multiple dilated, tortuous

vessels within the AML.
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Puc. 10. 9xorpamma mouku maybunka 7 jer ¢ TC,
00yCJIOBJIEHHBIM MATOT€HHBIM BapHAHTOM TreHa
TSC1. AMJI npencraBiieHA TUIEPIXOTE€HHBIM
o0pa3oBaHMeM HEIPaBUJILHON (DOPMHEI.

Fig. 10. Kidney ultrasound image of a 7-year-old
boy with TS caused by a pathogenic variant of
the T'SC1 gene. The AML is represented by the
hyperechoic, irregularly shaped lesion.

Y apTpa3ByKOBas KapTHUHA

nmopaskeHud mouex kucramu npu TC

Kucter mouexk mpu TC BcTpeuatoTcsa uyaiie
BCero IIpU IIaTOTeHHBIX BapuaHTax rexa T'SC2
u TSC2/PKDI-CCI'. Ilpu maToreHHBIX Bapu-
aHTax reHa T'SC2 KUCTBI ONPENEJTIOTCA €U~
HUYHBIE B Cpe3e, PACIOJIOKEeHHbIe IPEeNuMYIIle-
CTBEHHO B KOPKOBOM CJIO€ TTAPEHXUMBI II0YEK
U IUaMeTpPOM, B CpeJlHeM He IIPEBBIIIAIOIIM
5 mM. KHCTBHI ©MEIOT YeTKUiT POBHBIM KOHTYP
U OJHOPOJHOE AaHIXOTeHHOe COJEepPIKUMOe
(puc. 12). Hanporus, npu TSC2/PKDI1-CCI'
TMOYKM PEe3KO YBeJIMUYeHbl B pa3dMepax 3a CUerT
00JIBIIIOTO KOJIUYECTBA KPYIIHBIX KUCT. KHUCTBI
IeopMUPYIOT KOHTYP IIOYKU, CHAaBJINBAIOT
U ucTOHYAT mapeHxuMmy. OHU MOTYT OBITH
OJHOKaMepHble M MHOTOKaMepHBIe, C OIHO-
POIHBIM aHAXOTE€HHBIM COJIEP;KUMbBIM U TUIIED-
9XOTEeHHBIMHU BKJIIOUEHUSIMHU PA3MEPOM 0 2—3
MM, KOTOpPbIE JAIOT UYETKYI0 aKyCTUUYECKYIO
TeHb U “Mepriammiuii” apreakT B pPerKUMe
IIIK (puc. 13, 14).

Puc. 11. 9xorpamma nouku gesBouku 12 jet ¢ TC,
ACCOIMMPOBAHHBIM C IIATOM€HHBIM BapUAHTOM
rena T'SC1. Uepenyrormuecsa MexX Iy co00i B KOP-
KOBOM CJIOE ITIOYKY YYACTKU TKAHU IIOBBIIIEHHON
¥ IOHUKEHHO! 5XOTeHHOCTH.

Fig. 11. Kidney ultrasound image of a 12-year-
old girl with TS associated with a pathogenic
variant of the T'SCI gene. Alternating hypo- and
hyperechoic areas are seen within the renal
cortex.

Puc. 12. 9xorpamma mouku geBouku 6 Jser ¢ TC,
aCCOIMMPOBAHHBIM C IATOTEHHBIM BapPUAHTOM
rena TSC2. Ha ¢oue mHokecTBeHHBIX AMJI
ompezieaseTcsa eIUHUUYHASA KIUCTA MapeHXNMbI
MOYKHU.

Fig. 12. Kidney ultrasound image of a 6-year-old
girl with TS associated with a pathogenic variant
of the TSC2 gene. A solitary renal parenchymal
cyst is seen against a background of multiple
AMLs.

M.1. Pykov et al. Ultrasound examination of kidney lesions in children with tuberous sclerosis



YJIbTPA3BYKOBAS Nt ®YHKLUNOHAJIbHAS IMATHOCTUKA o 2026, Tom 32, Ne 2

OPUTMHAJIBHOE NCCJIEAOBAHUE

Puc. 13. 9xorpamma nouxku maybunka 2 jet ¢ TC,
aCCOIMMPOBAHHBIM C IATOM€HHBIM BapUAHTOM
renoB T'SC2/PK D1-CCI'. MHOXeCTBeHHBIE KPYII-
Hble KUCTHI IAPEHXUMBbI IIOYKH.

Fig.13. Kidney ultrasound image of a 2-year-old
boy with TS associated with a pathogenic variant
of the TSC2/PKD1-CGS. Multiple large renal
parenchymal cysts.

Puc. 14. 9xorpamma nouxku manbuuka 2 jer ¢ TC,
aCCOIMUPOBAHHBIM C IIATOM€HHBIM BapUaHTOM
renoB T'SC2/PKD1-CCI'. MHOKeCTBEeHHBIE KPYII-
Hble KHUCTBHI U IPUCTEHOUYHBLIE THIIEPIXOTE€HHBIE
BKJIIOUEHUS C aKYCTUYECKOU TeHbIO.

Fig. 14. Kidney echogram of a 2-year-old boy
with TS associated with a pathogenic variant of
the TSC2/PKD1-CGS. Multiple large cysts and
parietal hyperechoic inclusions with acoustic
shadowing.

OBCYXKJIEHHUE

Ty0epo3HbIil CKJIEpPO3 — 3TO IeTepPOreHHOe
3abojieBaHie, KOTOpPOe OOBLIUHO pPa3BUBaeTCS
yiKe B MJIaJleHuecKoM BodpacTte. B HacTosIee
BpeMs HaJWule MaTOTeHHOH MyTalluud B TeHe
TSCI1 nau TSC2 cuuraercsda JOCTATOUHBIM OC-
HOBaHMEM /JIs IIOCTAaHOBKHU JamarHosa “rtybe-
PO3HBIN CKJIEP0O3” HEe3aBHUCUMO OT KJIMHHYE-
ckux mnpoaBiaeHu# [22]. OgHaKO BayKHBI U
KJIMHUYECKNEe OUArHOCTUUYeCKMNe KPUTePUHu,
MMOCKOJBKY B 25% cilyuaeB reHeTHUYECKOe Te-
CTUpPOBaHNE He O0HAPYKUBAET MYTAIINIO Y I1a-
nueHToB. KIMHUUYeCKUe KPUTEPUU IeJIATCS
Ha OoJibllie W MaJjble npusHaku. OKoHuUa-
TeJbHBIN JUAarHO3 CTABUTCA IIPU HAIUUNU KaK
MUHUMYM OIBYX OOJBIINX IPU3HAKOB WU
OIHOT'0 OOJIBIIIOTO U ABYX MAaJIbIX HMPU3HAKOB.
Hannume AMJI mouex OTHOCAT K OOJBIINM
KpUTepPUsIM, a MHOKECTBEHHBIX KKCT IIOUEK
K MaJbIM KpuUTepuaM. Busyanusanusa urpaet
BajKHYIO0 poJab B auarHocTuke TC, IOCKOJIBKY
O3BOJIAET CBOEBpPeMeHHO BBIABUTHE AMJI
1 KHUCTBI, MPEAIOJOKUTL TUAruo3 U OIIpene-
JUTH CTeIleHb IopasKeHus opraHa. BoJblnas
YacThb JOCTYIIHOH JIUTEPATyPhI HOCBAIIeHA Ua-
CTOTE€ BCTPEUAEMOCTH W MOP(POJIOTNUEeCKUM
xapakTepuctukam TC, BKJIIOYAOIIUIM B TOM
yucJie mopaskeHue moyeK, Ho OHa B OCHOBHOM
OXBAThIBAET B3POCJLIX MAI[MEHTOB, HECMOTPS
Ha TO, UTO MEKIYHAPOAHBIN PerucTpP 00JbHBIX
TC — TOSCA BKJIIOUMJ B CBOII aHanus 0ojee
1300 mereit m3 2065 mammentoB ¢ TC [23].
BrL0 ITpoBeieHO BCEro HeCKOJIbKO HCCIeI0Ba-
HUU UCKJIOUYNTEJbHO y AeTei [24—26], omHAKO
OHU ObLIN GOJIBIIIE ITIOCBAIIEHEI COIAIbHO-Ie-
MorpaduuecKuM BOIPOCAM, HCCJIeTOBAHUIO
TeueHUs: 3a00JIeBaHUSA B IONYJIAIUNA, BBIMKU-
BAeMOCTH UM COOCTBEHHBIM HAOJIOAEHUAM Ha
MaJioli BBIOOpKE MHaI[MeHTOB, 0e3 IMOAPOOHBIX
WJITIOCTPATUBHBIX MCCJIEeNOBAHUI, ITOCBAIIEH-
HBIX BHU3YAJU3AIIMOHHBIM MeETOHaM AUATHO-
cruku. Haiire o6ciemoBanHme 60JIBINION AJIS OP-
damHOrOo 3ab60JeBaHUS TPYIIILI IIAI[MEHTOB,
OCHOBAHHOE Ha BBLISABJIEHUU IOPAKEHU ITIOUEK
y meteit ¢ TC yabTpa3ByKOBBIM METOIOM, IIPO-
IeMOHCTPHPOBAJIO BBIPA’KEHHbIE M3MEHEeHUS
mouek y gerent ¢ myranuamu 1'SC2, yem ¢ My-
rarmmuamu TSCI1. 3To coraacyeTcs ¢ pe3yabTa-
ramu J.C. Kingswood u coaBT. 0 TOM, UTO
T'SC2 acconuupoBaH ¢ 6oJiee TAMKEILIMHI IIPU-
3HaKaMu 3a00JIeBaHUSA, U O TOM, UTO T€HOTHUII
TC aBisgeTcA IPEIUKTOPOM IIOPAKEHIUA ITIOUEK
[22, 26]. IlpeumyIliiecTBeHHOEe IIOpaKeHUE
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KPYOHBIMM MHOTOUUCJIEHHBIMUA KHCTaMU
TPYIIIBI TAI[MEHTOB C HATOTeHHBIM BAPUAHTOM
TSC2/PKD1 o0yCclOBJIeHO MNPOTAKEHHBIMU
merenuAMu, 3aTparumBammiuMu reHsl 1T'SC2
u PKDI. Ilpu sToM ycTaHOBJIeHA HOpaAMasd
MOJIEKYJIAPHO-TeHeTnUYecKasd cBA3b Mexkay TC
U ayTOCOMHO-IOMWHAHTHOU MOJMKUCTO3HOI
00J1€3HBIO TIOUEK, UTO CBA3aHO C TECHOII JIOKa-
ausarueir reioB PKD1 u TSC2 Ha KOPOTKOM
miede 16-i1 XpoMOCOMBI, PACCTOAHNE MEMKIY
KOTOPBIMHU COCTABJISET JIUINL 48 mmap ocHOBa-
HU. BelaBaseMble IPU TUCTOJIOTUYECKOM KC-
CJIEJOBAHUM KOKHBIX ITOPaKeHUI MaleHTOB
¢ TC nmposnndepanua u paciiupenue JuMpaTn-
YeCKUX U KPOBEHOCHBIX cOCy 0B [27] HaBogUT
Ha MBICJIb O TOM, UTO BU3yaJIU3UPyeMbIe B KOP-
KOBOM cJioe ImoueK y nanueHToB ¢ T'SC1 Tunom
TIOpaXKeHUA JUHeNHbIe UepeayIOIInecsa yuacT-
KM TKAQHU IOBBIIIIEHHONW W ITOHUKEHHOI 3XO0-
TeHHOCTH SABJIAIOTCA HUUEM UHBIM KaK pPacIiiu-
PEHHBIMY KPOBEHOCHBIMU U JUM(paTHUEeCKu-
MU cocymaM. A TIpennoJiodKeHUe HEKOTOPBIX
aBTOPOB O cBA3U npoucxoxkgenusa AMJI ¢ me-
PUBACKYJAPHBIMU SIIUTETUOUIHBIMU KJIETKA-
MU, pacIoJjlaralIMUCA BOKPYTI COCYIOB
[28], moaTBEp:KRaeTCa HAIIIUM MCCJIeNOBAHUIEM:
y nmereit ¢ TC mepsrix Jetr xkusuu AMJI ma
YABTPa3BYKOBOM M300paskeHUU IpejcTaBiie-
HBI IPEUMYIeCTBEHHO TOHKUMU JUHENHBIMU
TUIIEPYXOTEeHHBIMU CTPYKTypaM#u, KOTOpBIE
TIOBTOPSAIOT COCYAMCTOE JePEBO ITOUKU U PACIIO-
JIaraioTcsa IPEeUMYIeCTBEHHO Ha YPOBHE MErK-
IOJIBKOBBIX M AYTOBBIX aprepuii. Hecmorpsa Ha
o uto MPT saBisercsa mpeamnouyTHUTEIbHBIM
METOJOM BU3yaJU3alluu IJsd AUATHOCTUKU
U TIOCJIENYIONIeTro HAOMI0AeHNA 3a IopaKeHu-
AMU MOYeK, cBA3aHHBIMU ¢ TC, ero B mepByIO
ouepenb BBIOMPAIOT [/ OIEHKU KPYIIHBIX
AMJI (>30 MM) ¢ 1IeJbI0 MOHUTOPUHTA POCTA
U OCJIOXKHEHUI, a y IeTel MJIaJIllero Bo3pacra
MPT uyacto Tpebyer Hapkosa. IlosTomy ajb-
TEePHATUBHBIM IIPOCTHIM U IITUPOKOIOCTYITHBIM
MEeTOJO0M BuByaausanum aBadercsa ¥3U, mo-
3BOJIAIOIIlEE JTOCTOBEPHO OIPEeNesATh 00paso-
BaHUSA C BBICOKUM COJIePyKAaHUEM JKUpa U KU-
CTHI MasKe MaJbIX PasMepoB, IPOCJEIUTH UX
IuHaAMUKY pocta, a IIJ[IK mosBosser cBoeBpe-
MEHHO BBIABUTH QHTMOIKTA3MIO 1 aHEBPU3MBbI
Kpynubix AMJI, uTO MOKeT MOMOUb 130eKaTh
TaKUX OCJIOJKHEHUI, KaK pa3BUTHUE CIIOHTaH-
HBIX KpoBoTeueHui. IloMmMO KpoBOM3IMA-
HUM, nopakenue nouexk npum TC morkeTr mpu-
BECTH K IIOCTEIIeHHOMY 3aMeIlleHUI0 (hyHKITIO-
HaJbHOM TKAHW, YTO IPUBOAUT K PaHHEMY

CHUKEHUIO CKOPOCTH KJIYOOUKOBOH (hUIBTDA-
Y ¥ BTOPUYHOM apTepUabHON TUIIEPTEH-
3uu. B HacTodAIee BpeMs HaMU BEeLYTCS IIEP-
CIIEKTUBHBIE UCCJIELOBAHUSA OIeHKHU II0YEYHO-
ro KpoBoroka y marnueHToB ¢ TC B pexume
MMITYJIbCHOBOJIHOBO [OIIIJIEPOMETPUU KaK
IPeJUKTOPa PA3BUTUSA XPOHUYECKON 60JIe3HU
IIOYeK.

SARJIIOYEHUE

HecmoTrpsa Ha To uto TC aBiasdercsa pegrum
3abo0JieBaHIEM, MYJIbTHUCUCTEMHOCTh MOPaKe-
HUS PA3JINYHBIX OPraHOB, B TOM YHCJE IIOUeK,
TpebyeT IPOBEeIeHUs TOUYHON M IIPaBUJILHON
HUHCTPYMEHTAJNBHON AUAarHOCTUKU. ¥YJbTpa-
3BYKOBas AUATHOCTHKA SABJSIETCS IIPOCTHIM
1 9(p(PpeKTUBHBEIM MeTOAOM O00OCIeT0BAHUS II0-
yexk y gereir ¢ TC. Manasdg ocBeIOMJIEHHOCTH
0 Pa3JMYHBIX BapHaHTaX IIOPAKEHUS IIOYEK
y meteii ¢ TC MoKeT IPUBOAUTDH K PA3JTIUUHBIM
OCJIO}KHEHUIM, a HeoObIUHASA YILTPAa3ByKOBAd
KapTUHA He BCeraa TPaKTyeTCs CIeI[MalncTa-
MU IPaBUJBbHO.

IIpoBemenHoOe HccIemOBaHNE I€MOHCTPUPY-
€T BBICOKYIO JUArHOCTUYECKYIO TOUHOCTD YJIb-
TPa3BYKOBOTO MeTOJla B OIleHKe xapakKTepa
U TUHAMUWKU ITopakeHusa nouek y mereit ¢ TC.
YcraHoOBJIEHO, UTO YJIBTPA3BYKOBas KapTHHA
nMeeT YeTKYIO0 3aBUCIMOCTD OT T€HeTUUECKOT0
BapuaHTa 3a00JieBaHUA. Y HMAI[MeHTOB C IIAaTO-
reHHbIMU BapuauTamu rena T'SC2 Habiaioma-
eTcsa HauboJiee arpecCcBHOE TeueHue ¢ (PopMu-
poBaHMEM MHOKECTBEHHBIX KpPyIHbIX AMJI,
YTO MPUBOIUT K IPOTPECCUPYIOIIEeMY 3aMelre-
HUIO IOYEYHOU TapeHX MBI ¥ PUCKY PA3BUTUA
XPOHUUECKOI 00Jie3HY MoUeK. [IJ1a HocuTeei
myrtanuii B reme TSC1 xapakTepeH 0ojee
0JIarONIPUATHBIA (PeHOTUIl ¢ MIMpeodaagaHUeM
enuHUYHBIX AMJI 1 MUHUMAJIBHBIMUA KHCTO3-
HBIMU U3MEHEeHUAMMU.

Ocoboro BHuUMaHUsS 3acay:kuBaer TSC2/
PKDI-CCI', npu KOTOpPOM YJbTPasByKoOBas
KapTuHa yKe B paHHeM JIeTCKOM BO3pacTe Xa-
paxkTepusyeTcsi MAaCCUBHBIM IIOJUKKCTO30M,
OPUBOAAIINM K 3HAYUTEIbHOMY YBEJIHUUEHUIO
o0beMa IMoUeK, KOMITPEeCCUN MapeHXUMBI U BhI-
COKOMY PHCKY PAHHEro pasBUTHUSA apTepualib-
HOIi TUTIEPTEeH3UU 1 00CTPYKTUBHOMN YPOIIaTHH.

Taxum odopasom, Y3U saBisgeTca He TOJIbKO
MEeTOIOM IIePBUYHOM AMATHOCTUKU IOpaKe-
Husa nouek mpu TC, HO ¥ KJIIOUYEBBIM MHCTPY-
MEHTOM [AJid AUHAMUYECKOT0 MOHUTOPUHTA,
MO3BOJIAIONINM CTPATU(PUIIMPOBATEL PUCK Pas-

M.1. Pykov et al. Ultrasound examination of kidney lesions in children with tuberous sclerosis 45



YJIbTPA3BYKOBAS Nt ®YHKLUNOHAJIbHAS IMATHOCTUKA o 2026, Tom 32, Ne 2

OPUTMHAJIBHOE NCCJIEAOBAHUE

. ) 3. HopodeeBaM.IO., BenoycoBaE.Il., [TuBoBapoBa A.M.
BUTUA OCJIOKHEHNN B 3aBUCVMOCTHU OT 'eHeTu KIuHnYecKme PEKOMEH/AIMY TI0 AHATHOCTHKE
YEeCKOTro BapuHaHTa W BO3pacCTa IIalMEHTAa. U JIeYeHHUIO Ty0epo3HOro CKJIepo3a v geTeii. JeTckas
CBoeBpeMeHHoe BBISABJIEHVE U IIPaBUJIbHAA HEeBPOJIOTUSA. Kauanueckue peKoMeHganunuun.
UHTepHpeTanusa cuenupuiuecKux yJIbTPasBy- 113;213’2021681 / Hlox pex. B.W. I'ysesoii. C.-1I6, 2014:
KOBBIX IIPUM3HAKOB pPa3/IMUHbBIX (POPM ITOpaKe- B )
p Té) 6 op b ) Dorofeeva M. Yu., Belousova E. D., Pivovarova A.M.
HUs MOYEK IpH HEO0OXOAMMBL IJIs paspa Clinical guidelines for the diagnosis and treatment
0OTKM IePCOHATM3UPOBAHHOTO IIOAX0/a K Ha- of tuberous sclerosis in children. Pediatric
OJIIOJIEHUIO 1 JIEUEHUIO, UTO, B KOHEUHOM HTO- Neurology. Clinical guidelines. Issue 1 / Ed. by
re, HaIIpaBJI€EHO Ha Hpoq)HﬂaKTHKy TepMU- XIR Gu.ze\;a. St.-Petersburg, 2014: 194-228.
o o n Russian
HaJIbBHOU IIOYEYHOM HeOJOCTATOYUHOCTU M XKU3-
A o ) 4. Plank T.L., Logginidou H., Klein_ Szanto A.,
HEYIPOKAIOMINX COCTOAHNM, TAKNX KaK CIIOH Henske E.P. The expression of hamartin, the prod-
TaHHbIEe KpoBOoTeueHus us AMJL. uct of the TSC1 gene, in normal human tissues and
in TSC1 and TSC2 linked angiomyolipomas. Mod.
Yuactue aBTOpPOB Pathol. 1999; 12 (5): 539-545.
TIsixos M.IL. — IOATOTOBKA M PeIAKTHPOBAHHE TEK- 5. Dixon B.P., Hulbert J.C., B1ss}er J.J. Tuberous
. sclerosis complex renal disease. Nephron
cTa; MOATOTOBKA, CO3IaHWE ONMYyOIMKOBAHHOU pPabOTHI; Experimental Nephrol. 2011; 118 (1): 15-20.
yTBepsKJeHre OKOHUYATEJILHOI'0 BADUAHTA CTAThH. https://doi.org/10.1159/000320891
Banamnor K.A. — KoHIenmusa u AuM3aiiH MCCIeq0Ba- 6. Moposos C.JI., ITupysuesa O.P., [lopodeeBa M.IO.
HU, IPOBEJIeHNE NCCIeJoBaHNuA, cOOp 1 06paboTKa HaH- u np. IIpoGieMbl MONHMKHCTO3a IOYEK y AeTeil
HBIX, 0030p MyOGJMKAIMI 10 TeMe CTAaThbU, CTATUCTUAYE- ;wqe‘ggelgf:f;ﬁ; s;cgsgzz(;lﬁ ;gzg?gpfﬁg};i%“f 5::)'1:ane.
cras 00paboTKa JAHHBIX, AHAIN3 1 HHTEPHPETALHSA 110~ Morozov S.L., Piruzieva O.R., Dorofeeva M.Yu.
JIyUE€HHBIX NaHHBIX, HAIlCAHUE TEKCTA. et al. Problems of polycystic kidney disease in chil-
ITomemyk JI.A. — TOATOTOBKA M pPeJaKTUPOBAHUE dren with tuberous sclerosis at the present stage.
TeKCTa, yJyacTHe B HAYIHOM AM3aiiHe; MOATOTOBKA, CO3- Meditsinskiy opponent = Medical Opponent. 2022;
TaHue OMy0JUKOBAHHOM PabOTHI. 3 (19): 45-50. (In Russian)
M C.oI 7. Tmasyn JI.O., Kupuuenko E.U., Ilonyxuna E.B.
0posoB L.J1. — HAIlMCAHNEe TEKCTA, HOHPOTOBlia u u n1p. BosMoKHOCTH yIbTPa3BYKOBOUW NMATrHOCTUKU
pelaKTUPOBAaHUE TEKCTa, yuyacThe B HAYYHOM Au3aiiHe, B OIEHKe MOpasKkeHUil [OUeK NpU TyGepO3HOM
IMOJArOTOBKA, CO3JaHKe OMy0JIUKOBAHHON PAbOThI. crJyepose. 3dpasooxpanenue JlanvHezo Bocmoxa.
2012; 3 (53): 102-103.
Authors’ participation Glazpr} LO, Kirichenko E.I.., Poluk}ung E.V. et.al.
Pk M.I toxt ¢ 4 editi Possibilities of ultrasound diagnostics in assessing
y OY e ex. preparation a.n editing, kidney lesions in tuberous sclerosis. Healthcare of
preparation and creation of the published work, the Far East. 2012; 3 (53): 102-103. (In Russian)
approval of the final version of the article. 8. Tmasym JI.O., Kupuuenxko E.U., INonyxuma E.B.,
Valyalov K.A. — concept and design of the study, PaﬂuHOHOBa O.B. VibTpasBykoBas OIEHKA MOpase-
conducting research, collection and analysis of data, HU{l [OUeK NpH TYGeposHOM CKiepose. Yabmpa-
. .. .. . . 38YK06as U QYHKYUOHALbHAs duazHocmuka. 2012;
review of publications, statistical analysis, analysis and 3:99-105
interpretation of the obtained data, writing text. Glazun L.O., Kirichenko E.I., Polukhina E.V.,
Poleshchuk L.A. — text preparation and editing, Radionova 0.V. Renal Ultrasound in Tuberous
participation in scientific design, preparation and Sclerosis. Ultrasound and. Functional Diagnostics.
creation of the published work. 2012;, 3 99_105,' (In Russmn)' .
. . 9. Rouviére O., Nivet H., Grenier N. et al. Kidney
Morozov S.L. — writing text, text preparation and damage due to tuberous sclerosis complex: man-
editing, participation in scientific design, preparation agement recommendations. Diagn. Interv.
and creation of the published work. Imaging. 2013; 94 (3): 225-237.
https://doi.org/10.1016/j.diii.2013.01.003
10. Moposos C.JI., ITupysuesa O.P., [flopodeesa M.IO.,
CIINCOK JINTEPATYPHI Tapacosa O.B., [uma B.B. AHrmoMuoJIumomsbl
[REFERENCES] moyeK y mJeTeill mpu TyO0EepO3HOM CKJIEpOo3e —
. . . . COBpPEMEHHOE COCTOsTHME TpobJieMbl. [Ipakmuyeckas
1. KimS.Y. Insightsinto Tuberous Sclerosis Complex: meduyuna. 2022; 20 (2): 45-49. https://doi.
From Genes to Clinics. J. Korean Neurosurg. org/lO32000/20%2—1757—2022—2—45-49
Soc. 2'025;'68 (3): 321-337. Morozov S.L., Piruzieva O.R., Dorofeeva M.Yu.
https://doi.org/10.3340/jkns.2025.0035 et al. Angiomyolipomas of kidneys in children with
2. Hyman M.H., Whittemore V.H. National Instltutgs tuberous sclerosis — current state of the problem.
of Health consensus conference: tuberous sclerosis Practical medicine. 2022; 20 (2): 45—49.
complex. Arch. Neurol. 200057: 662-665. https://doi.org/10.32000,/2072-1757-2022-2-45-49
https://doi.org/10.1001/archneur.57.5.662 (In Russian)
46 M.W. TbikoB 1 cOaBT. YnbTpa3BykoBOE UCCIEA0BaHUE TOPAXEHWS MOYEK y feTel

¢ Ty6epO3HbIM CKI1eP030M



ORIGINAL ARTICLE

ULTRASOUND AND FUNCTIONAL DIAGNOSTICS ¢ 2026, vol. 32, Ne 2

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

M.1. Pykov et al. Ultrasound examination of kidney lesions in children with tuberous sclerosis

Northrup H., Aronow M.E., Bebin E.M. et al.
Updated international tuberous sclerosis complex
diagnostic criteria and surveillance and manage-
ment recommendations. Pediatr. Neurol. 2021;
123: 50-66. https://doi.org/10.1016/j.pediatr-
neurol.2021.07.011

Tyburczy M.E., Jozwiak S., Malinowska I.A. et al.
A shower of second hit events as the cause of multi-
focal renal cell carcinoma in tuberous sclerosis
complex. Hum. Mol. Genet. 2015; 24 (7): 1836—
1842. https://doi.org/10.1093 /hmg/ddu597
O’'Callaghan F.J., Noakes M.J., Martyn Webb D.W.
et al. A population study of renal disease in patients
with tuberous sclerosis. Br. J. Urol. 1994; 74 (2):
151-154.

Osborne J.P. An epidemiological study of renal
pathology in tuberous sclerosis complex. BJU Int.
2004; 94 (6): 853—857.

Eijkemans M.dJ., van der Wal W., Reijnders L.J.
et al. Long-term follow-up assessing renal
Angiomyolipoma treatment patterns, morbidity,
and mortality: an observational study in tuberous
sclerosis complex patients in the Netherlands.
Am.d. Kidney Dis. 2015; 66 (4): 638—645.
https://doi.org/10.1053/j.ajkd.2015.05.016
Flum A.S., Hamoui N., Said M.A. et al. Update on
the diagnosis and management of renal angiomyoli-
poma. J. Urol. 2016; 195 (4, Pt 1): 834-846.
https://doi.org/10.1016/j.juro.2015.07.126
Limavady A., Marlais M. The extent of kidney
involvement in paediatric tuberous sclerosis com-
plex. Pediatr. Nephrol. 2024; 39 (10): 2927-2937.
https://doi.org/10.1007/s00467-024-06417-2
Mekahli D., Muller R.U., Marlais M. et al. Clinical
practice recommendations for kidney involvement
in tuberous sclerosis complex: a consensus state-
ment by the ERKNet Working Group for Autosomal
Dominant Structural Kidney Disorders and the
ERA Genes & Kidney Working Group. Nat Rev
Nephrol. 2024;

Wang C., Li X., Peng L. et al. An update on recent
developments in rupture of renal angiomyolipoma.
Medicine (Baltimore). 2018; 97 (16): e0497.
https://doi.org/10.1097,/MD.0000000000010497
YeppaumneBa C.IO0., Yeppmaumera IO.E., Kamnaii-
aoBa O.II., CumeBa M.E. Ty0Geposubiii cKJIepos
y JeTell B MPaKTUKe Bpada yIbTPasBYKOBOU JUATHO-
CTUKU: 0030pD JINTEPATYPHI C COOCTBEHHBIMU KJIMHU-
yecKuMHU HabOmoaenusmMu. Paduosozus—npakmuka.
2022; 2: 49-64. https://doi.org/10.52560/2713-
0118-2022-2-49-64

21.

22.

23.

24.

25.

26.

27.

28.

Cherdantseva S.Yu., Cherdantseva Yu.E.,
Kanailova O.P., Svishcheva M.E. Tuberous
Sclerosis in the Practice of Ultrasound Specialist:
a Literature Review with our Own Observations.
Radiology—Practice. 2022; 2: 49-64. https://doi.
org/10.52560/2713-0118-2022-2-49-64

(In Russian)

Northrup H., Krueger D.A. et al. International
Tuberous Sclerosis Complex Consensus Group
Tuberous sclerosis complex diagnostic criteria
update recommendations of the 2012 International
Tuberous Sclerosis Complex Consensus Conference.
Pediatr. Neurol. 2013; 49: 243-254. https://doi.
org/10.1016/j.pediatrneurol.2013.08.001
Kingswood J.C., Belousova E., Benedik M.P. et al.
Renal angiomyolipoma in patients with tuberous
sclerosis complex: findings from the Tuberous
Sclerosis registry to increase disease Awareness.
Nephrol. Dial. Transplant. 2019; 34: 502-508.
https://doi.org/10.1093/ndt/gfy063

Warncke J.C., Brodie K.E., Grantham E.C. et al.
Pediatric renal angiomyolipomas in tuberous scle-
rosis complex. J Urol. 2017; 197: 500-506.
https://doi.org/10.1016/j.juro.2016.09.082
XuZ., Wud., XuG., Luo H. Abdominal ultrasono-
graphic manifestations in pediatric patients with
tuberous sclerosis complex. Transl. Pediatr. 2020; 9:
757-767. https://doi.org/10. 21037 /tp-20-50
Pearsson K., Bjork Werner J., Lundgren J. et al.
Childhood tuberous sclerosis complex in southern
Sweden: a paradigm shift in diagnosis and treat-
ment. BMC Pediatr. 2023; 23: 329.
https://doi.org/10.1186/s12887-023-04137-4
Ogorek B., Hamieh L., Hulshof H.M. et al. TSC2
pathogenic variants are predictive of severe clinical
manifestations in TSC infants: results of the
EPISTOP study. Genet. Med. 2020; 22: 1489-1497.
https://doi.org/10.1038/ s41436-020-0823-4
Sanchez N.P., Wick M.R., Perry H.O. Adenoma
sebaceum of Pringle: a clinicopathologic review,
with a discussion of related pathologic entities.
J. Cutan. Pathol. 1981; 8: 395-403. https://doi.
org/10.1111/j.1600-0560.1981.tb01028.x

Bonetti F., Pea M., Martignoni G. et al. Clear cell
(“sugar”) tumor of the lung is a lesion strictly
related to angiomyolipoma-the concept of a family
of lesions characterized by the presence of the
perivascular epithelioid cells (PEC). Pathology.
1994; 26 (3): 230—-236.
https://doi.org/10.1080,/00313029400169561

47



YJIbTPA3BYKOBAS Nt ®YHKLUNOHAJIbHAS IMATHOCTUKA o 2026, Tom 32, Ne 2 OPUTMHAJIBHOE NCCJIEAOBAHUE

Ultrasound examination of kidney lesions
in children with tuberous sclerosis

M.I. Pykov!, K.A. Valyalov?®*, L.A. Poleshchuk?, S.L. Morozov?

! Russian Medical Academy of Continuous Professional Education of the Ministry of Healthcare
of the Russian Federation; 2/1-1, Barrikadnaya str., Moscow 125993, Russian Federation

2 Veltischev Research and Clinical Institute for Pediatrics and Pediatric Surgery, Pirogov Russian
National Research Medical University; 2, Taldomskaya str., Moscow 125412, Russian Federation

Mikhail I. Pykov — MD, Doct. of Sci. (Med.), Professor, Head of the Department of Radiologic Diagnostics
of Childhood, Russian Medical Academy of Continuous Professional Education, Moscow.
https://orcid.org/0000-0003-3731-6263

Kirill A. Valyalov — MD, Ultrasound Diagnostics Physician, X-ray Department, Veltischev Research and Clinical
Institute for Pediatrics and Pediatric Surgery of the Pirogov Russian National Research Medical University,
Moscow. https://orcid.org/0000-0002-2528-2601

Lyubov A. Poleshchuk — MD, PhD (Med.), Head of the X-ray Department, Veltischev Research and Clinical
Institute for Pediatrics and Pediatric Surgery of the Pirogov Russian National Research Medical University,
Moscow https://orcid.org/0009-0002-3787-0432

Sergey L. Morozov — MD, PhD (Med.), Leading Researcher, Department of Hereditary and Acquired Kidney
Diseases named after Professor M.S. Ignatova, Veltischev Research and Clinical Institute for Pediatrics and
Pediatric Surgery, Pirogov Russian National Research Medical University; Associate Professor of the Department
of Hospital Pediatrics No. 2 of the Institute of Maternal and Child Health, Pirogov Russian National Research
Medical University, Moscow. https://orcid.org/0000-0002-0942-0103

Correspondence* to Dr. Kirill A. Valyalov — e-mail: kir.valyalov@mail.ru

Objective. To evaluate the ultrasound features of kidney lesions in children with tuberous sclerosis
(TS), depending on genetic variant of the disease.

Materials and Methods. This cross-sectional study included children diagnosed with TS. B-mode
ultrasound data from the kidneys of 137 children aged 1 month to 18 years were obtained. Of these,
27/137 patients (19.7%) had the pathogenic TSC1 variant, 76/137 (55.5% ) had TSC2, 4/137 (2.9%)
had TSC2/PKD1, and 30/137 (21.9%) had an unspecified genetic variant (diagnosis was established
based on clinical criteria). An analysis of kidney ultrasound features was conducted depending on the
genetic variant.

Results. According to ultrasound data, 85.4% (117/137) of patients had kidney lesions - cysts and
angiomyolipomas (AML). For patients with pathogenic TSC1 variants, the most common kidney lesion
was AML (59.3%), while patients with pathogenic TSC2 variants and TSC2/PKD1 contiguous gene
syndrome (TSC2/PKD1-CGS) more often had combined AML and kidney cysts (51.3% and 100%,
respectively). Multiple and large AML were most common in patients with pathogenic TSC2 variants,
while patients with the TSC2/PKD1-CGS type of disease predominantly had multiple large cysts, which
were visible in the first years of life.

Conclusion. Ultrasound is a simple and widely available diagnostic method that allows for timely
assessment of kidney in children with TS, including at the diagnosis stage. This may be important for
preventing complications such as spontaneous bleeding, aneurysms, and urodynamic disturbances.

Keywords: children; tuberous sclerosis; renal ultrasound; kidney damage; renal angiomyolipomas;
polycystic disease
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