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Kidney cystosis in tuberous sclerosis in infants

E.F. Andreeva, N.D. Savenkova

Saint-Petersburg State Pediatric Medical University, Ministry of Health of the Russian Federation, Saint-Petersburg, Russia

TyGepo3Hblii cKiiepo3 — cucreMHoe opdaHHoe 3a00/1eBaHKe. B cTaTbe Mo JaHHBIM JMTEPATYPbl 0000NIEHbI KIMHUKO-TeHeTHYEeCKHE
0COOEHHOCTH, MPEICTABICHBI OOJIbIINE 1 MaJIble KPUTEPHH AMATHOCTHKH TYOEPO3HOro CKjepo3a y aereii. JlaHo nmoapodHoe onucaHue
XapaKTepHO# UIsl Ty0ePO3HOro CKJIepo3a NaToIoruy MoYeK, KOTOpas CyIEeCTBEHHO OCJIOXKHSeT TeYeHune U onpezeiseT NporHos 3a0o-
Jesanus. [IpencraBieHo KJIMHUYECKOe HADIOIEHNE ABYX CJIy4aeB TyOEPO3HOro CKJIepo3a y eTeii TPYIHOTO BO3pAcTa ¢ 0YeHb PAHHIM
BbIsIBJICHHEM MOJIMKHCTO32 NOY€EK, ObICTPHIM POCTOM MOYEYHbIX KHCT H YBeJIMYeHHeM 00beMa novek, ¢ popmupoBannem HeporeHHOM
apTepuabHOIi runepren3ud. B 000ux KiMHMYeCKHX ciIydasx HauboJee BepositeH 7SC2/PKD1 cunipom («CHHIPOM CMEXKHOTO reHa»),
SIBJISTIOIMIACS CJIEICTBHEM OJTHOBPEMEHHOIi MYTALIMH PSIIOM PACHOJIOKEHHBIX T€HOB HA KOPOTKOM ILiede 16-ii XxpoMoCcoMBI.
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The tuberous sclerosis is a systemic orphan disease. According to the literature data, the article summarizes the clinical and genetic
features, presents the large and small criteria for the tuberous sclerosis diagnostics in children. The authors provide the comprehen-
sive description of the kidney pathological condition specific for the tuberous sclerosis, which complicates considerably the course
and determines the disease prognosis. The clinical observation of two tuberous sclerosis cases in the infants with very early detection
of the polycystic kidney disease, quick growth of the kidney cysts and increase of the kidney volume, with formation of the nephrogenic
arterial hypertension is presented. The 7SC2/PKD1 syndrome (“adjacent gene syndrome”), which is a consequence of the simultane-
ous mutation of the adjacent genes on the short arm of chromosome 16, is the most probable in both cases.
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Ty6epo3HLH7I CKJIepo3 — o01Iast mpobiiemMa IearuaTpu-
YeCKOI HEeBPOJIOTUU, HedPOJIOTUU, IepPMaTOJIOTUU.
TyGepo3HbIit CKIIEPO3 — CUCTEMHOE 3a00JIeBaHNe C ayTO-
COMHO-TIOMWHAHTHBIM TUTIOM HacJIeAOBaHWsI, U3BECTHOE
¢ koHna XIX Beka, xapakrepusymlieecss o0pa3oBaHUEM
ramaptoM. [amMmapToMbl — TOOpOKaYeCTBEHHBIE Y3JIOBbIE
OIyXOJIEBUIHbIE 00pa30BaHUs TIPOU3BOAHBIX IKTOIEP-
MBI (KOXa, HepBHasl CHCTeMa, ceTyaTKa Iyia3a) U Me30-
nepMbl (IMTOYKHU, CepLIe, JIETKIE).

TyGeposHblii ckiepo3 (tuberous sclerosis, Bournev-
ille syndrome, Pringle-Bourneville disease) knaccudu-
uupoBad B OMIM mnox Homepamm 191100 n 613254;
B MKb X — mon mmdpom Q85.1 [1, 2]. CUMHOHUMBI:
¢akomaros, sanuioiisi, 6one3Hb [IpuHria, 6one3Hb byp-
HeBuiUIs, OoJye3Hb I[lpunrima—bypHeBuiis, dakoMaTos
bypuesennn—Ban nep XeBe, cMHAPOM cebopeitHol ane-
HOMBI, CYIOPOT ¥ YMCTBEHHOM OTCTAJIOCTH.
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YacToTta TyO0epo3HOTO CKJIepo3a BaprabeabHa U 3aBU-
CUT OT Bo3pacTa. 3a0ojieBaHNe OTHOCUTCS K PEAKHM, Op-
¢danubIM [3]. PacnipoctpaneHHOCTH B EBporie coctaBisieT
1:6000—1:10 000 (ipu poskmenuu), 1:25 000—1:30 000
(k 65 rogam). OmyOJMKOBaHBI Pe3yabTaThl (DYHKIIMOHK-
pytoiero ¢ 2014 1. Peructpa 60bHbIX TYO€PO3HBIM CKJIE-
po3om B Poccum (OCII «HayyHo-uccienoBateabCcKuit
KJIMHUYECKUI WHCTUTYT TEIUaTPUM WM. aKaJeMHuKa
10.E. BeasrumeBa» ®T'BOY BO PHUMY um. H.U. TTu-
poroBa MuH3apaBa P®D), KoTopbie MOATBEPKIAIOT O3/~
HIOI0 JIWArHOCTHKY, OTPAaHUYEHHOCTh TE€HETUYECKOTO
TECTUPOBAHUSI, HEIOCTATOYHOE BHUMaHUE Bpaveit mo oT-
HOILIEHUIO K TICUXUATPUIECKUM TIPOSIBJICHUSIM 3a00J1eBa-
Hus [4]. PacueTHoe umncio GONBHBIX TyOEPO3HBIM CKIIe-
po3oM B Poccuiickoit @enepanmu okosno 7000 [5].

3armono3puTh 3ab0JieBaHUE y HOBOPOXIEHHOTO pe-
OeHKa MOXHO TIpyM OOHapyXeHUU pabJIOMUOMBI cep/lia
U MSITeH TUIonurMeHTanuu Ha koxe. CorsiacHo Mexy-
HapOIHOI KOHCEHCYCHOW KOH(EPEHILIMH 1O Ty6epO3HO-
My ckieposy (Washington, DC; 2012 1) [6] #ecomuenHbiil
NIMarHo3 «Ty0epo3HbIi cKilepos» (Definite diagnosis) ycra-
HaBJIMBAeTCsl HA OCHOBAHUW HAIWYUS IBYX TEPBUYIHBIX
(6OMBIINMX) TMPU3HAKOB WM OTHOTO MEPBUYHOTO U JABYX
(u 6osiee) BTOPUYHBIX (MaJIbIX) TTPU3HAKOB; 03MONCHbLI
nuarHo3 (Possible diagnosis) — nMpy HAIMYKUU OJHOTO TIEP-
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BUYHOTO TIpU3HAKA WJIM OJHOTO MEPBUYHOTO U OTHOTO
BTOPUYHOTO MPU3HAKOB WJIM JIBYX (M 00Jiee) BTOPUUHBIX
npusHakos (taou. 1) [7].

AyTOCOMHO-TOMUHAHTHBIN TUIT HACJIeOBaHUS IO/ -
TBepxknaeTcsl B 4—34% ciaydaeB TyOEpO3HOTO CKJIEpo3a.
Craamaprom HHK-mmarHoctukm 3abosieBaHUST SIBIISIET-
Csl CEKBEHUPOBaHUE KOAUPYIOIIEH MOCaeI0BaTEIbHOCTH
reHoB TSCI u TSC2 (B reHe T.SC2 myTalusi BbISIBJISIETCS
B 3 pasa uyaiie), KOTopble KOAMPYIOT OeJKW TamMapTUH
u TyOepuH COOTBETCTBEHHO. Jlokanu3alusi TeHOB —
9q34.1-34.2 u 16pl13.3 cooTBeTCTBEHHO. BhIsIBIeHNE
MyTallMU CIIY>KUT TJIABHBIM KPUTEPUEM, JOCTATOUHBIM
ISl TOCTAHOBKM arHo3a (Ha caiitax www.lovd.nl/TSC1
n www.lovd/TSC2 npencraBiieHbl 3aperucTpupOBaHHbIC
y marueHToB Mytauun). OgHako B 17% ciydaeB ycra-
HOBUTb TMATOTCHHYIO MYTAlIMIO HE ymaeTcsl maxe, Korma
KJIMHUYECKHWI TMarHo3 He BbI3bIBACT COMHEHMIA [7].

Tensr TSCI u TSC2 sBnsitoTCS CynpeccopaMM OITy-
xojieBoro pocta. Myrauuu TSC1/TSC2 npuBogsT K T0-
Tepe (yHKIMU OEJIKOB TaMapTMHA W TyOepuHa, 4TO CO-
npoBoxnaercs mnoBbimieHneM aktuBHocTH mMTORCI
(mammalian Target Of Rapamycin Complex 1) u TpaHcsi-
1 Oeyika, YCKOpeHHeM pOoCTa KJIETOK, YCWJIEHUEM CHUH-
Te3a HYKJICOTUIOB U CHMXeHueM aytodaruu. [Ipu Tybe-
PO3HOM CKJIEpO3€ BCE KJIETKU CONIEpXaT MYyTallMi0 TeHOB
TSCI viu TSC2, a npu MHAKTUBALIMU BTOPOTO HETIOBPE-
SKIEHHOTO ajulefisi B COMaTMYECKUX KJIETKaX MPOUCXOAUT
obpasoBanne ramapTomsbl [8]. [lpn HabmogeHNN B KaTa-
MHe3e OOJIbHBIX JIETe M MOAPOCTKOB aBTOPhI YKA3bIBAIOT
Ha 0oJiee BBICOKYIO YacTOTY BCTPEYAEMOCTH apTepuaiib-
HOM TMIEPTEH3UM 1 IIPOTPECCUPOBAHUST XPOHUYECKOI 00-
JIe3HU TIoYeK B ciiyyae Mmytauuu B 7SC2 [9].

YV 66—96% mnanueHTOB 3abosieBaHME OOYCIIOBIEHO
mytanusimu de novo [4, 7, 9, 10], koTopble BCTpevaroTcsi
B 71% cnyuaeB npu aedekre reHa 7.SCI u B 52% ciyda-
eB — npu nedekre reHa 7.5SC2 [9]. TyGepo3HEBI CKIIEpo3,
BBI3BaHHBIN MyTtamusMu 7SC2, MMeeT paHHee Hadayio

1 OoJiee TSDKeJIoe TeUueHre, B IPYTUX KIIMHUYECKUX HaOJTIO-
JIEHVSIX He BBISBJICHO TOCTOBEPHBIX pa3muauii [4, 7, 9].

KnnHnueckre mposiBIeHUsI CO CTOPOHBI TTOYEK Jallle
OTCYTCTBYIOT TIpM DPOXICHWH, TPOSBISIACH B BO3pacTe
6—9 ner. YacTtoTa BCTPEYaeMOCTH TTOpAXEHUs TTOYEK
Mnpy TYOEPO3HOM CKJIEpO3e MMEET 3aBUCMMOCTh OT BO3pa-
crta maumeHTa (50—70% cnyvaes y nereit, 60—100% ciyda-
€B y B3poCIbIX). BoBeueHre B MaToJOrM4ecKuii Mmporece
3TOTO OpraHa OCJIOXHSIET TeYeHUE U TIPOTHO3 3a00JIeBaHMS
B CBSI3M C MCXOIOM B XPOHMYECKYIO 00Jie3Hb Mmouek. M3o0-
JIMPOBAaHHOE TIOpaXkeHWe TIOYEK BBISIBIISIOT MPU MaHUde-
cTanuu Tybepo3Horo ckiiepo3a B 1—2% ciryyaeB. Hanbonee
4yacTo y JieTeii mpy Ty0epo3HOM CKJIepo3e BCTPEUatoTCsT aH-
TMOMUOJTUTIOMBI Y KUCTBI TTIOYEK, coYeTaHNEe aHTMOMUOJTU -
MOM C KHMCTO3HBIM TIOPaKeHUEM TTOYEK WM TIOJTUKUCTO3
MOYeK TPW OTCYTCTBMM aHTUOMMOJMIIOM, TMOYEYHO-KITe-
TOYHasl KapliIMHOMa, Heppomeranus [11].

Okosio 1 MJIH TIaLIMEHTOB C TyOEpO3HBIM CKJIEPO30M
B MHUpe WMEIOT HapylleHue (YHKUMM TodyeK. PasButue
OCTPOTO TTOUEYHOTO TOBPEXKIECHUS Yy OETeil OOBSICHSIOT
MPUEMOM TIPOTUBOCYAOPOXHBIX TPerapaToB, pabIOMKO-
JIU3UCOM, TUTTOKCUIECKUM TIOBPEKICHUEM TIOYEK TTPU UTH -
TEbHBIX  OIMICTITUUECKUX TIPUTAAKaX, TPU  OCTPOM
KPOBOTEUEHUM B KUCTY WJIU MOJ Karcyay nouku [12]. B mu-
TepaType OMucaH ciaydail TyOepO3HOTO CKjiepo3a C MOJIu-
KHCTO30M TI0YEK U MUETOHE(MDPUTOM C Pa3BUTHEM OCTPOTO
MOYEeYHOTro ToBpexkaeHus: B Bo3pacte 7 mec [12]. Tepmu-
HaJIbHasl CTamusl XPOHWUYECKOM OOJEe3HU TMOYeK 3aHMMaeT
BTOpOE MeCTO (Ha MepBOM — TTOpakeHNEe HEPBHOM CHCTEMBI)
cpeny TIpUYMH CMEPTH TIPU TYOEpO3HOM CKJIepO3€e Y B3pOC-
JIbIX manueHToB. CMepTHOCTh MpU TYOEpO3HOM CKIIepo3e
BBILIE Y MPEICTaBUTEIbHUILL KeHCKOTO 1osa [13].

TyGepo3HbIii cKJIepo3 BKJIOYEH B Kiaccudukaluu
KHMCTO3HBIX 00Jie3Hel 1mouek [14—17]. B xmaccndukaumm
KHCTO3HBIX 3a00JIeBaHUIA TTOYEK U BPOXIECHHBIX aHOMa-
Jnii TIoyek u MoueBbIx nyTeit S. Bonsib (2009) BeineneHa
HacJeICTBeHHAsl TJIOMEPYJIOKMCTO3Hasl 00Je3Hb TMOoYekK,

Tabauya 1. Boapiume u Majbie KPUTEPUM TUATHOCTHKYU TYOEepO3HOro ckjepo3a [7]
Table 1. Major and minor criteria for the diagnosis of tuberous sclerosis [7]

Boabmme Kputepun

Maubie KpuTepuu

[unonurMeHTUpPOBaHHBIC MSITHA (>3), HE MEHEe S MM
AHrnoduopomsl (>3) uiau O6JS1IKA Ha TOJI0BE

HorteBbie hudpomsl (>2)

ITaTHa «HJal"peHeBOﬁ KOZKHW» WJIW MHOKECTBEHHAsA KoJJlar€HoMa

MHOXeCTBeHHbIE raMapToOMbl CETYATKU

KoprukanbHas gucriaszus (>3):
TyOepBI ¥ paguaTbHbIe MUTPAIIMOHHBIC TPAKTHI

Cy06areHIuMalbHbIC Y3JIbI (>2)
Cy0ameHauManbHasi THTAHTOKJIETOYHAS aCTPOLIMTOMA
Pabnomuoma cepana

JInmpanruoneitommomaros (JIAM)
AHTMOMUOIUIIOMBI TIOYEK (>2)

ITaTHa TUMa KOHMETTU HA KOXe
JledekThl 5Mau 3y00B (>3)

DuOPOMEI ITOJIOCTH pTa (>2)
JlenmMrMeHTUPOBaHHbIC MATHA CETYATKU

MHOXeCTBEHHbIE KMUCTBI ITOYEK

HemnoueuHas ramapToMa

Tlpumeuanue. Coueranue nByx Oosblinx Kputepues (JIAM 1 aHrMOMUOIUTIOMBI) O€3 IPYTUX MPU3HAKOB HEJOCTATOYHO /ISl IMarHo3a.
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aCCOLMMPOBAaHHAS C ayTOCOMHO-TOMWHAHTHBIM TTOJTH-
KHCTO30M MOYEK, ayTOCOMHO-PEIIECCUBHBIM TTOJUKHUCTO-
30M TOYEK 1 TYOepOo3HbIM cKiiepo3oM [18, 19].

AHTUOMMOJIUTTIOMBI Y KMCTBI SIBJISTFOTCST CAMBIMM YaCThI-
MU TIOYE€YHBIMU TIPOSIBJICHUSIMU TyOEpO3HOTO CKJIEpO3a.
AHTrrMoOMMOIUTIOMA TIPEACTABIISIET COO0M JT0OpOKaYeCTBEH-
HYIO ONYyXOJIb, COCTOSIIYIO U3 JKUPOBOW TKAHU, TJIATKHX
MBI ¥ TOHKOCTEHHBIX COCYIOB. AHTHOMMOJUTIOMBI
1 KHUCTBI TTIOYEK BCTPEYAIOTCS Y TTAIMEHTOB C TyOepO3HBIM
CKJIEpO30M B Bospacte 10 6 jer y 38,5%, B 6—18 ner —
y 75%, B 18—30 ner — y 85,7%, crapiie 30 jer — y 100%
[20]. TIpu TyGepo3HOM CKJIEpO3e AHTMOMMOJIUTIOMBI I10-
YeK OOBIYHO BBISIBJISIIOT Y TIAalIMEHTOB B Bo3pacTte 4—13 jier,
OHU Yallle JBYCTOPOHHME W MHOXECTBEHHBIE B OTINYME
OT CITOPAINYECKOTo TUIIa aHTHOMMOJIUTIOM [7, 21—23].

KpoBom3zustHUs B OITyXOJIb, TTOAKATICYJIbHOE U TTapa-
HedpaJbHOE MPOCTPAaHCTBO (cuHApOM ByHmepiuxa) Bo3-
MOXHBI TIpU KPYITHBIX (Oosiee 4 cM) aHTMOMUOIMIIOMAX,
3JI0KAUYeCTBEHHBIX OIyXOJISIX, KOTOPbIE MOTYT ITPUBOANTH
K CIIOHTAaHHOMY pa3pbiBy TTOUKU. OTHMCaHbI ClTydail pa3-
BUTHSI TOYEYHO-KJIETOUHOTO paka Ha (hOHEe MHOXECTBEH-
HbIX MeJKUX (10 1,2 cM) aHTMOMUOJUIIOM Y JE€BOYKHU
13 et u ciy4ait Ty6epo3HOro cKjaepo3a y 1eBouku 15 jer
C TMOYEYHBIMU aHTUOMUOJIUIIOMAMHU OOJBIIIOTO pa3Mepa
(20 cm) [21, 23].

Kuctbl B moukax mpu Ty0epO3HOM CKJIepo3e y JeTeit
yaiie JBYCTOPOHHME M MHOXECTBEHHBIe (0ojee ISITH
B KaXIOW TMOYKe), pa3MEpPOM OT HECKOJbKUX MUINME-
TPOB 0 HECKOJBKUX CAHTUMETPOB IO pe3yJibTaTaM Yiib-
TPa3BYKOBOTO WCCIIeIOBaHUSI, KOMITBIOTEPHOM WM Mar-
HUTHO-pe30HaHCHOM ToMorpaduu [21, 23]. Kuctsl Moryt
00pa30BBIBATLCST B CTPYKTYPE aHTMOMUOJIUIIOM M KaK pe-
3yJIBTAT KPOBOUBIUSTHMS C TIOCIIEIYIOITMM HEKPO3OM.

Jlyqimmm oObsICHEHUEM BBIACJIEHHST aCCOLIMAIIAN TT0-
JIMKUCTO3a TI0YeK 1 TyOEepO3HOTo CKJIepo3a SIBJISIETCS TO,
910 JIOKYyCHl TeHOoB TSC2 (16p13.3) u PKDI (16p13.31—
p13.12) umeroT OIM3KOE PACTONOXEHUE Ha KOPOTKOM
miede 16-i1 xpomocomel. Ten PKDI (Polycystic Kidney
Disease 1) koagupyeT MOJUIMCTUH 1, MyTalluu JAaHHOTO
reHa OTBETCTBEHHHI 3a pa3Butue 85—90% ciyuaeB ayTo-
COMHO-TIOMWHAHTHOTO MOJUKNCTO3a TIouek. [1pu Hamm-
YUK KPYITHOM neneruu jokyca 16p13.3 (5% Bcex cinyvaeB
TyOEpO3HOTO CKJIepo3a) IMPOUCXOIUT OTHOBPEMEHHas
MYTaLMs COCETHUX TeHOB («CUHIPOM CMEXKHOTO TeHa») —
TSC2/PKD1I cunnpom [7].

V¥ nauuenros ¢ TSC2/PKDI cuHApOMOM yalle oTCyT-
CTBYeT CeMEMHBIN aHaMHEe3 1O ayTOCOMHO-JIOMUHAHTHOM
MOJINKMCTO3HOM OO0JIE3HN TOYeK, NPUYMHON O0JIe3HN
yare siByisiercst Mytaiusi de novo. Ilpu TSC2/PKD1 «cvuH-
JIPOMe CMEXHOTO TeHa» XapaKTepPHO COUeTaHNe KITMHUYIe-
CKHX CUMIITOMOB TYOEpO3HOTO CKJIEpO3a M MOJMKHCTO3a
rmouyek. KpoMe TOro, B HEKOTOPBIX CIyJasX peHaTbHBIE
CUMIITOMBI 00JIe3HUM MaHU(ECTUPYIOT paHblle (B Ipyi-
HOM WJIM paHHEM BO3pacTe), YeM BHEMOYEeYHbIE MPOSIB-
JIeHus1 TyOEepO3HOTrO CKJIepo3a, YTO PEeAKO BCTpevyaeTcs
MPpU KJACCUYECKOM TEUeHUU 3TOro 3abosyieBaHust. KucTsl
B TMOYKaxX MHOXECTBEHHbBIe, yalle 6oyee 1 cM B 1MameTpe

B MOMOLLIb TPAKTUYECKOMY BPAYY

BBISIBJISTIOTCST TIPEHATAJIBHO WJIU TIPU POKICHUM, XapaKTe-
PEH OBICTPbI POCT KUCT (10 5 CM Ha MEPBOM TO/1y XKU3HU)
U yBeJIMYEHHE O0beMa MOoYeK MOC]e POXAECHMS, paHHee
¢dopMupoBaHUe apTepuaJbHOW TUTIEPTEH3UU. DTO 3Ha-
YUTEIBHO YXY/AIIAaeT TeUYeHWEe M TIPOTHO3 3a00JIeBaHUSI,
CMOCOOCTBYET OBICTPOMY TPOTPECCUPOBAHUIO XPOHUYE-
ckoit 6osie3Hu nouexk [14, 15, 24, 25] B 1eTCKOM Bo3pacTe
0 TepMHHaNBbHOU cTaguu K 20 romam [9, 25, 26]. Tak,
MpU KaTaMHECTUYECKOM HaOMoneHun (CpeHUuil CcpoK
9 net 8 mec) 7 nereit ¢ T.SC2/PKD1 cuHapoMoM ObUIO OT-
MEUYEHO YBeJIMUYeHUe o0beMa MovYeK U MOJUKKUCTO3 ToYeK
(B kaxmoit rmouke 10 15 kucr no 2,4—9,3 cM B nuamerpe),
OBICTpOE YBEJIMUEHUE KOJMYECTBA M pa3Mepa aHTMOMUO-
sinom (ot 0,8 1o 7,8 cm) [25].

JleyeHre aHTMOMMOJIUIIOM TIOYEK MPU TyOEpO3HOM
CKJIepo3e y MalMeHTOB B Bo3pacTe crapiie 18 geT npoBo-
nutcst B Poccun mpenaparom AGuHUTOpP (2BEpPOJIMMYC)
[4]. Tlpu aHrmoMMoOIUIIOMAX TTOYEK, MOYEYHO-KIETOU-
HOM pakKe M TOJIMKMCTO3€ MoYeK y OOJIbIIUX C TyOepo3-
HBIM CKJIEp030M 3(D(HEKTUBHBIM MOXKET OKa3aThCs para-
muiyH. [TpueM mpenapaTa cUpoMMyc B TedeHue 12 Mec
MPUBOIUT K YMEHBIIEHUIO aHTUOMUOJIUIIOM, OIHAKO
MOCJIe er0 OTMEHBI TIPOMCXOIUT YBEJIMUYEHUE OMyXOJIeBO-
ro oobema [23]. [Mpu TSC2/PKDI cuHapoMe OCyIlIeCTB-
JISIETCS U3yYeHUe AeCTBUS TperapaToB, HallpaBIeHHBIX
Ha TIoJaBJIcHWE pOCTa KUCT B TMOYKaX, TAKMX KaK aHTa-
TOHUCTBI V2-peliernTopoB Ba3oMpeccuHa (ToJIBaITaH),
MOAYJIATOPBI KJIETOYHOTO ToMeocTa3a Ca* (TpUNTOIN),
WHTUOUTOPBI TUPO3WHKUHA3BI (POCKOBUTHH), aHAJIOTH
comaroctatuHa (okrpeotun) [7].

KnuHuyeckoe HabGnopgeHue

TIpuBoauMM KIMHMYECKOE HaOMIONeHNe 0COOEHHOCTEM
HaYaJIbHBIX TIPOSIBJIEHMIA, TEUSHUST TOJMKKMCTO3a ITOUeK
TIPY TYOEPO3HOM CKJIepO3e Y MBYX MaJIbUMKOB B BO3PAcTe
6 mec. TManMeHThI MTOCTYMIA B KIIMHUKY JUTS YTOYHEHUS
XapakTepa TaToJIOTUU TI0YeK C YK YCTAaHOBJICHHBIM Tra-
THO30M: TyOepO3HBI CKilepo3. JInarHo3 MmoimKrcTo3a Imo-
YeK YCTAHOBJIEH IO pe3ysibraTaM YJIBTPa3ByKOBOTO HCCIIe-
JIOBaHMST M KOMITBIOTePHOI ToMorpaduu. DyHKIMS TToYeK
coxpaHHa. B Tab:. 2 mpencTaBieHbl 0COOCHHOCTH aHAMHe-
3a ¥ KITIMHWYEeCKHe JaHHbIe HA MOMEHT 00CJIeIOBAHMSI.

JnarHo3 TyO0epo3HOTO CcKjiepo3a ObLT YCTAaHOBJIEH Y Jie-
Teit (Y OIHOTO B BO3pacTe 5 Mec KW3HU, Y BTOPOTO B BO3pa-
cTe 2 MeC XM3HW) Ha OCHOBAHWH BBISIBJIEHHBIX «OOJBIITNX»
U «<MaJIbIX» KPUTEPUEB B COOTBETCTBUU C PEKOMEHIAIIUSIMU
MexnmyHapoaHOl KOHCEHCYCHOI KOH(EpeHIIMr 1o Tyoe-
po3HOMY cKitepo3y (Tabi. 3) [6]. OcOGEHHOCTBIO TeUeHUST
MaTOJIOTY TTIOYEK Y OTUX JETeil SIBUIOCh OUeHb paHHee 00-
HapyXeHHe ITOJIMKMCTO3a ITOYeK (Y OHOTO peOeHKA IBYCTO-
pPOHHEe KMCTO3HOE MTOpakeHNe MoYeK TOATBEPKICHO cpa3y
rocyie poXAeHUs, y BTOPOr0 — B BO3pacTe 2 MeC XKU3HU)
¢ (hopMUPOBaHKEM KPYITHBIX KHUCT B TTApeHXUME 00erX 1Mo~
YeK, TIPU COXpaHHOM (DYHKIIMU TTOYEK Ha MOMEHT 00cJIe-
TOBaHUS B Bo3pacTe 6 Mec ku3Hu. Kpome Toro, otMedeHo
dopmupoBaHre HePOreHHOMN MapeHXUMATO3HOMN apTepu-
aIbHOM rumnepTeH3un. B 060MX KITMHIYEeCKIX HAOTIOIEHUSIX
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Tab6auya 2. Oco0eHHOCTH HAYAIBHBIX POSIBJIEHHUIA, TEUEHHS MOJMKMCTO3A MOYEK MPH TY0OEPO3HOM CKJiepo3e Y IBYX MAJIbUNKOB

TPYAHOTO BO3pacTa

Table 2. The features of the initial presentation and course of polycystic kidney disease in two boy infants with tuberous sclerosis

Kimnnyeckas XxapakTepucTHKa

Maubuuk I. (6 Mec Ku3HH)

Maunbuuk K. (6 mec xku3mn)

CeMeiHbI aHaAMHE3

BepeMeHHOCTh MaTepu

Kuctel B moukax
npeHaTaJIbHO

[Tpu poxxneHun

IlepBBle CUMIITOMBI
3a00JIeBaHUS

Hedpomeranus

[McuxoMmoTOpHOE pa3BUTHE
Macca/nnuHa Tena

VYBenuueHue X1BoTa,
MaJbIMPyeMbIe TTOUYKU

ApTepuaibHast TUIIePTeH3UsT

MeTabonnueckuii aluao3

AHeMust
MoueBoit cuHAPOM

MukpoanbOyMUHypust
TTaparropMoH KpoBU
Kpeatunun kpoBu

CKOpOCTb KJTyOOUKOBOI
(unsrpanum nmo Schwartz

Penun kpoBu

O0BeM MmovyeK
o pe3yasratram Y3U

HapCHXI/IMa ITOYEK

KucTo B moukax

BHenoueuHble KUCTBI

JHormuieporpadust cocynoB
OYeK

HeBponoruueckuii cratyc

Anamue3
KwucThl B moYKax mo MaTepuHCKOM JIMHUK

Vrposa nipepsiBaHus Ha 7—8, 12—13-i1 Henensx,
peakTuBalus herpes labialis

Emnanynas cieBa

Ponpl B cpok, olleHKa I10 1IKajie Anrap
8/9 6annos

Macca 3750 r, uuHa 55 cMm

KucTbl B mapeHXuMe rmoyek 10 2 M B IuaMeTpe,
MHOXECTBEHHBIC P POKICHUMN

C 3 mec xusun: V(RD)=66,6 cm?,
V(RS)=61,9 cm?

Ha MomeHT 00ctenoBanus
ITo Bo3pacty
8,5 kr/68 cm
2KuBOT yBe/IMUeH B 00beMe, TTATbITUPYIOTCS
IJIOTHbIE YBEJTUYEHHbIE MTOYKU

90/50 MM pt.cT, TioBbItIeHke 10 160/100 MM pT.CT.

He BhIsIBICH

He BoisiBIeHA
Bakrepuypus (E.coli 10 KOE /M)

Hopwma
Hopwma

0,033 MmO/
82 mu1/MUH

53,3 ir/mn (Hopma 7,54—42,3 it /mur)

Kontyp mouek HepoBHbIit; RD=204 cm?,
RS=158 cm?

TTapenxuma noyex (OOJIbIIIE CIipaBa) MpakTUye-
CKU TTOJTHOCTBIO 3aMellieHa MHOXECTBEHHBIMU
KHUCTaMM, B TApEHXMME OYaru CKiaeposa, KOpKo-
BO-MoO3roBas auddepeHIranus OTCyTCTBYET

KWCTBI MEJTKME OT HeCKOJIBKUX MUJITTUMETPOB
10 4,0%3,2 cM B mpaBoii u 3,5%2,1 cM B JIeBOit
MOYKax

He BbIsIBICHBI
ITaTonoruu He BBISBIEHO

CuMnToMaTtuyeckast MyabTH(hOKaIbHAS K-
JIETICHS, SITMJICTITUYECKUE CITa3Mbl

[TsgTHA TITIONMUTMEHTAITY HA TYJIOBUIIIE
y MaTepu

Ha ¢one recraiimoHHoro auabera, yrpo-
3a MPEepPbIBAaHMS HAa pAHHUX CPOKAX

He BrIsIBIICHBI

Ponbl B cpoK, MEKOHU I B OKOJIOTLION -
HBIX BOJIaX, KECApeBO CEYCHME, OLIEHKA
1o 1mKae Arnrap 7/8 6amioB

Macca 4350 r, utuHa 55 cMm

CynopOXHbBIN CUHAPOM, KPYITHbIE KU~
CTBI B TApEHXMME 00eMX IMOYEK C 2 MeC
KU3HU

C 2 mec xu3un: V(RD)=45 cm?,
V(RS)=42 cm®

3amepxkka
9 kr/78 cm

2KUBOT yBeIMUEH B 00beMe, MaIbIIUPY-
I0TCSI IJIOTHBIE YBEJIMYEHHbIE TOYKU

95/55 MM PT.CT., MAKCUMaJIbHO
10 100/60 MM pr.CT.

He BoIsIBICH
He BhIsIBICHA

TToceB MOUYM CTEPUIIBbHBIN, aHAIN3 MOYK
0e3 IaToJIOTUN

Hopwma
Hopwma
0,034 mmonb/n

92 mi/MUH

46 nir/ma (Hopma 7,54—42,3 1ir/mon)

ITouku HempaBWIBHOI (OPMBI, KOHTYD
HepoBHBI; RD=137 cMm?, RS=143 cm?

[To Bceit mapeHxruMe 006erX MOYeK MHO-
JKECTBEHHBIE KUCThI

PasnmaHble o pa3Mepy, MaKCUMallb-
Has KMCTa 3 CM B IMaMETPE B IIPABOii
¥ 3,4 cM B JIEBOI1 IOYKax

He BbIsIBIICHBI
INaTosornu He BBISIBIIEHO

CumMnToMaTtrueckast (pokaabHast (3aThl-
JIOYHAsT) SMUJIETICUS

Ilpumeuarnue. Y3 — ynbTpazByKOBOE UCCIIEIOBAHUE.
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B MOMOLLIb TPAKTUYECKOMY BPAYY

Tabauya 3. Bosbiye u Majibie KPUTEPHH TYOEPO3HOTO CKJIEP032a Y IBYX MAJbYMKOB IPYIHOr0 Bo3pacTa (B cooTBeTcTBHM ¢ MexKy-
HaPO/IHO# KOHCEHCYCHOIi KoHdepeHnueii mo Tyoepo3nomy ckiepo3dy (Washington, DC; 2012)) [6]

Table 3. Major and minor clinical diagnostic criteria of tuberous sclerosis in two boy infants (by International Tuberous Sclerosis
Complex Consensus Conference (Washington, DC; 2012)) [6]

Manbuuk I. (6 Mec Ku3HM) Mainbuuk K. (6 mMec xkn3un)

Boubinme KpuTepun Ty0EPO3HOro CKiiepo3a

C POXKIACHUA ABA IIAATHA TUIIOIIMTMCH -

l'mnonurmeHTHpOBaHHEIE TISITHA (>3),
HE MeHee 5 MM

Taiu. Ha MOMEHT ocMoTpa: Tpu MsTHa
TUIIONMUTMEHTAIIMHY 6oJiee 5 MM OKpYT-
J1011/1,5%2 cM BBITSIHYTOI (DOPMBI

Tpu msITHA TMIIOMMIMEHTALIUU OKPYT-
Jioit hopMbl 6oJiee 5S—10 MM (0IHO
Ha TYJIOBHIIIE, 1BA HA KOHEUHOCTSIX)

(IBa Ha TYJIOBMILIE, OHO Ha Oenpe)

AurnopuopomsI (>3) nin OISk
Ha roJI0Be

He BoIsiBIEHBI

Horrebie ¢pubpomsr (>2) He BbIsiBIeHBI

[IsiTHA «ITarpeHeBol KOXW» WK MHO-
JKECTBEHHas KoJlJlareHoMa

He BbIsiBIEHBI
MHOXeCTBEHHbIE TaMapTOMBI CETYATKM  BBISIBJIEHBI

KoprukansHas gucruiasus (=3): TyOepbl
1 paJuaibHbIe MATPAIHOHHBIE TPAKThI

ITo pesynsratam KT rosoBHoro mosra:
KOPKOBBIE TYOephI 10 20 MM ¢ TIpU3HA-

He BbIsiBACHBI
He BoIsiBI€HBI
He BoisiBIeHBI
BrisiBieHbI

ITo pesynsratam KT romoBHoro mosra
BBISIBJIEHbI KOPKOBbIE TYOEPhI

KaMU KaJIbLIMHUPOBaHUA

Cy0OomneHuManbHbIe Y316l (>2) He BbIsiBIIEHBI

Cy63neHnMMaana${ TUTAHTOKJIETOYHAasA
acTpoluMTOoMa

PaGnomuoma cepaia

JIumdaHruoneioMnomMaros

He BrIsiBIIEHBI
AHTHOMHUOIIUIIOMBI ITOYEK (>2)

JIBe cyOaneHauMallbHbIE TUTAHTO-
KJIETOUHBIE aCTPOLIMTOMBI OOKOBBIX
JKEJTyTOYKOB rOJIOBHOTO MO3ra

MHoXecTBeHHBIE B IEBOM KEIyaouKke

MHOXeCTBEHHBIE CYyO3IEeHANMATbHbIC
y3eJIKU

Cy0sneHaIMMalIbHbIe TUTAHTOKJIETOY -
HbI€ aCTPOLIUTOMbI OOKOBBIX XKeJIy104-
KOB TOJIOBHOTO MO3Ta

OpnHa pabmoMuoMa

He BoisiBIEHBI

MaJibie KpuTEPHH TYOEPO3HOTO CKJIepo3a

[IarHa Tma KOH(METTH Ha KoXe He BbIsiBIEHDBI

JedexTsl amainu 3y60B (>3) 3y00B HeT

DubpOMBI TIONIOCTH pTa (>2) He BoisiBiIeHBI

ﬂCHI/IrMCHTI/IpOBaHHLIC nsTHa ceTyatku  He BbIsIBIEHBI

MHOXeCTBEeHHbIE KUCThI TTOYEK

Tpumeuanue. KT — komnibloTepHasi tomarpadusi.

HaunboJiee BEPOSITEH «CUHIPOM CMeXHoOro reHa» (7.5C2/
PKDI cunnpom). TlnaHupyercst TipoBeieHUE MOJIEKYIISIp-
HO-T€HETUYECKOTO UCCIIEIOBAHUSI.

3akJo4yeHue

IpencraBieHo onucaHue y ABYX AETei TPYIHOTO BO3-
pacta 0cCOOeHHOCTE TTOJIMKKUCTO3a TTOYEK TTPH TYOEpO3HOM
ckiepose. Hammame paGmoMMroMbl, TIITEH TUIIOITMTMEHTA-
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