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0O60cHoBaHMe. Ty6epO3HbIi CKIepo3 sBseTCs opdaHHbIM 3a60/1eBaHMeEM. Pesjkasi ero BCTpe4aeMoCTb, HU3Kasi OCBEAOM-
JIEHHOCTb BPayeii-neamaTpoB, pa3Hoo6pasne KIMHUYECKOH KapTHHbI, 0COBGEHHOCTU HaCc/le[0BaH1s — BCE 3TO 3aTpyAHSET
ANarHOCTUKY M TPebyeT MeXAMUCLMIMTINHAPHOIro rMoAxoAa CO CTOPOHbI Bpayei. MW3Hb ceMbu ¢ peGeHKOM, CTpadatolymm
TY6€PO3HbIM CK/IEPO30M, MOXKET BObiTb HAMoJHEHa MHOXECTBOM TPYAHOCTEH M BbI30BOB: NOCTAHOBKA AMarHo3a 1 ero npu-
HSITME, MPO6JIEMbl OUCKa ONTUMAaJIbHbIX BapMaHTOB JI€HYEHUS, BO3MOXKHOE MPOrpeccupoBaHme 3aboseBaHus, pasBUTHE
0CJ/I0)KHEHMI. OnMcaHne KIMHUYECKOro cay4vasi. B ctaTtbe npuBOAMTCS OMUCaHWE KIIMHMYECKOro Cciy4asi Ty6epo3HOro
CKIepo3a — TAXKEs0ro My/bTUCUCTEMHOIO 3a60sieBaHus, BrepBble AUarHoOCTMPOBAHHOIO y pebeHKa B Bo3pacte 5 mec.
U3MeHeHWs B MoYKaXx, MpefcTaBNeHHbIe B BUAE MMMNOIXOrEHHOro y4acTKa napeHXMMbl NpaBoi MOYKM, GblivM 0GHaPYKEHbI
BHYTPpMyTPO6HO Ha 20-21-i Hea rectauun. B paHHeM HeoHaTasbHOM Mepuoge oTMeyasnacb yMepeHHas MpoTenHypus
(0,25 r1/n), N0 AaHHbIM YbTPa3BYKOBOI0 MCCNEA0BaHMWS Gbl/l BbiSIBJIEH MOJMKUCTO3 MOYEK C MHOMKECTBEHHbIMU METKUMM
KucTamm o6eunx rnoyYeK. B 5 mec y pebeHKa 6blia ycTaHOBEHa 3MUENCUs, NOATBEPKAEHHAS 3/IEKTPOIHLepasorpapme.
Mo MarHWTHO-PE30HaHCHOM ToMorpagun roloBHOro Mo3ra BbisSIBAEHbI MEPBUYHbIE MPU3HAKM TYGEPO3HOIo CKIepo3a:
KOPKOBbIE Ty6EPbI, CYGINEHANMAbHbIE Y3J1bl, CyOaneHAnManbHas rMraHToK1eToYHas actpoumToma. lpu c6ope cemenHoro
aHaMHe3a BbISICHUI0Ch, YTO y OTLia IEBOYKM HABII0Aa0TCS KOXHbIE M MOYEYHbIE CUMIMTOMbI, XapaKTepHbIe A/151 TY6epOo3HOro
ckneposa. Cembs Gblsla KOHCY/IbTUPOBAHa BPaYOM-reHETUKOM, HO POAMTESIM OTKa3a/IMCb OT MPOBEAEHUS MOJIEKY/ISIPHO-
reHeTU4EeCKOoro TeCTMpoBaHus. B cooTBETCTBUU C KpuTEPUSIMU MexayHapoaHOH KIMHUYECKOH KOHCEHCYCHOH KOHpEpPeHLMn
10 TY6epPO3HOMY CKIepO3y ANArHo3 Gbl/1 yCTAHOBIEH KIMHUMYECKM HA OCHOBaHWM Hannuus y pebeHka 6osee AByX nepBuy-
HbIX MPU3HAKOB, a TaKXe OMOJHUTENIbHOIO BTOPMYHOIO MNPU3HaKa B BUAE MHOXECTBEHHbIX KUCT MoYeK. Takum o6pas3om,
HU3Kasl 3a60/1eBaeMOCTb M BapUaTMBHOCTb (PEHOTUNA Y KaXKAOro KOHKPETHOrO NMauMeHTa, a TaKKe 0TKa3 oT M0JIHOLEHHOIo
o6cnefoBaHusl pebeHKa CylleCTBEHHO 3aTPYAHSIT AMArHOCTMKY AaHHOM NaTonorum u popmMupoBaHmue AasibHeMAILIEro Npor-
HO3a OTHOCHTEJIbHO MPOAOIKUTENILHOCTU KM3HM NaLMEHTa U ee KadecTBa. 3akatodeHne. OnvcaHHbIi KITMHUYECKUI Calyqai
ZJEMOHCTPUPYET, KaK HeNpPoCTO aAanTupoBaTbCsl CEMbE, B KOTOPO# €CTb PEGEHOK C FrEHETUYECKUM 3a60/1€BaHUEM.
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OBOCHOBAHME

B “CTOYHMKax Hay4HO-MEeAULMHCKOW nuTepaTtypbl Onu-
CbIBaOTCS C/lydanm TEPHWUCTOrO NyTM K MOCTAHOBKE pefKo-
ro reHeTnmyeckoro auvarHosa. OgHakKo AOCTAaTOYHO Mano
npeacTaBNeHo MHbOpMaLMKM O TPYAHOCTSAX, C KOTOPbIMM
CTa/KMBAOTCA CEMbM, UMelolwme aeTen ¢ opdaHHbIMU
3a60n1eBaHUAMM.

Mpu ornaleHnn Takoro agnarHo3a poauTenu, B NepPByL0
oyepeab, UCMbITbIBAIOT LWOK KaK €CTECTBEHHYIO peaKumio
opraHuama. lNocne aToro cneaytoT oTpuLUaHue U rnybokas
nevanb. HepeaKko 0TMeYatoTCs BCMbIWKM arpeccuu, a Tak-
e Bcenorfolatrllee YyBCTBO BUMHbI 3a ClyyuBLIEECS.
B Takon cutyauuu Bpavy OblBaeT KpanHe CMOXHO nofo6-
paTb CnoBa MNOALEPKKM ANS poauTenen 1 nauueHTa, Ytobbl
n3bexatb nepexofa K NIOKHbIM O6HaAEXMBaIOLWMM 3asB-
nexHvam. Poautenn o3agaveHbl MHOXECTBOM BOMPOCOB:
TeyeHneM 3abofeBaHUsl, BO3MOMXHbIMU OC/IOXKHEHUSMMU,
[OCTYNMHOCTbIO KBaNMOUUMPOBAHHOW U CBOEBPEMEHHOM

NOMOLLM, NMPOTHO30M A/11 KM3HU U ee KadecTBa. [MoaTomy
TaK BarkHO, 4Tob6bl B Poccuickon depepaumm 6binn nNpu-
HATbI €ANHbIV NOPSAA0K OrNalleHns PoaAUTENAM / 3aKOHHbIM
npeactaBuTensm pebeHKa AnarHosa TaXenon, B TOM Yuc-
e MHBaNUAU3UPYIOLLEN U KUIBHEyrpoXKatlen, 601e3HH,
a TaKXKe efuHbIn cTaHaapT (TEKCT ANs OrnalleHus), UCnoJib-
30BaHMe KOTOPOro MUMHUMMU3UPYET BhILLEONUCAHHbIE Hera-
TUBHbIE peaKLUuu.

OA4HMM M3 TaKMX TSKENbIX FeHETUYECKNX 3aboieBaHnn
ABNSAETCA Ty6epO3HblM CKIepPOo3. INUAEMUONOTMYECKUE
[aHHble onpeaensatT pacnpocTpPaHEHHOCTb Ty6epo3HOro
cKneposa B nonynsaumm Kak 1 K 10-30 Tbic. [1]. Mpu aToM
4Yncno 60MbHbIX B Halen cTpaHe NpueanM3nTeNbHO CoCcTaB-
nset 7 Tbic. yenosek [2]. B Poccuitckon depepaumm ata
naTonorus BKOYeHa B NepeyeHb oppaHHbIX.

B atnonornn gaHHoro 3ab6oneBaHUsa MMeeTcs OTINYM-
TenbHas 0CO6EeHHOCTb B BMAE BbICOKOW YacToTbl NosiBie-
HUSI CMOHTaHHbIX MyTaLWK (de novo), COCTaBNSAIOWMNX 3HaA-
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YUTENbHYIO A0 CTPYKTYPbl 3a60/1€BaeMOCT Ty6EepPO3HbIM
cKkneposoM [1]. AKTUBauus cneumdpuyeckoro CurHanbHO-
ro Kackaga mTORC1 B pedynbraTe NoTepU CyrnpeccopHom
aKTMBHOCTU reHoB TSC1 unun TSC2 npuBOAUT K HapyLEHUSAM
pocta M nponudepaumm Knetok [3]. 3aboneBaHve nmeet
ayTOCOMHO-AOMMHAHTHbIM TUMN HacneaoBaHWs, HO, TEM He
MeHee, GEHOTUMUYECKW, BBWAY HEMNONHOM MEeHEeTPaHTHO-
CTWU, MOXET XapaKTepu30BaTbCs NMOPaXKEeHWEeM OAHOro MM
HECKOJ/IbKMX OPraHOB M CUCTEM, @ TaKXe pa3HOM CTEMEHbIO
BblPaXXEHHOCTX CMMMTOMOB. JTO onpeaenseT 60bloe pas-
HOOGpa3ne KIAMHUYECKUX MPOSIBIEHUN, KOTOPble MMEKT
pasnnyHble COYETaHUs W nocnefoBaTenbHO MaHUdECTU-
pylOT B 3aBMCMMOCTM OT BO3pacTa 6osbHOro [1]. HusKasa
3a60/1€BaeMOCTb MpPU BbICOKOW BapuaTUBHOCTU deHoTMNa
Yy Ka)Kaoro naumeHTta genaeT AMarHoCTUKY AaHHOW maTtono-
MU KpawHe 3aTpygHUTEeNbHOW. JTO HEeraTMBHO CKa3blBa-
€TC Ha MPUHATUKU poauTeNnsiMM AuarHosa. JlabopaTopHble
M UHCTPYMEHTasIbHble [JaHHble OTAn4YatoTcs 60NblMM pas-
HoOOpa3nMeM M3-3a MOJIMOPraHHOro MOPaXKEHUs U UHAK-
BUAYaNbHbIX COYETaHUW MNPU3HAKOB, MNPOrpeccUpytoLmx
B TEYEHWE XKM3HM NauMeHTa. BayKHO y4uTbiBaTb BO3pacT
MaHubecTauun oTaeNbHbIX CMMMNTOMOB, a TaKXe Bapwva-
6€eNbHOCTb NPOSBAEHNN 3ab60/IEBaHUS, YTO CHUXKAET U 6e3
TOr0 HU3Ky MHOOPMATUMBHOCTb [JaHHbIX CEMEMHOI0 aHaM-
He3a. Takum 06pa3oM, Pas3bop KOHKPETHbIX KIMHUYECKMUX
chyyaeB Ty6epO3HOro CK/iepo3a npefcraBnsercs cobon
Ba)KHYIO M aKTyanbHyl0 3afayvy A1 OCBELLEeHUS TPYAHOCTEN,
C KOTOPbIMM CTa/IKUBAETCS CEMbS, B KOTOPOW €CTb PeOEeHOK
C reHeTUYeCKMM 3abosieBaHUEM.

KJAMHUYECKUHA NPUMEP

O nayueHTe

M3 aHaMHe3a XW3HW M3BECTHO, 4YTO AeBo4Ka J1., 4 net
2 Mec, poamnachk oT NnepBon 6€peMEHHOCTU, MPOTEKABILLEN
6e3 ocobeHHocTen. [pu ynbTpasByKOBOM UCCNef0BaHUK
(Y31) Ha 20-21-n Hepn rectauum BHYTPUYTPOOHO BbISIB-

JIEH TUMNO3XOTeHHbIM Y4acTOK MNapeHXUMbl MpaBOW Moy-
KM — NpeanonoXuUTenbHO, aHrMomuonunoma. [eBoyKa
poauvnacb B Cpok, Ha 40—41-i Hen 6epeMeHHOCTU. Poabl
OblI  CaMOCTOATENIbHbIE, B TOJIOBHOM MpefneXaHuu,
OKONonnoAHble BOAbl cBeT/ble. PeGeHOK 3aKkpuyan cpa-
3y, oueHKka no wkane APGAR coctaBuna 9/9 6annos.
B nepBble CYyTKM XW3HWM MpoBeAeHa BaKLUWMHaLWUA Mpo-
TMB renatmta B, BCG-M He npoBoaunacb. HeoHaTanb-
HbIM W ayAMONOrMYECKUMN CKPWUHUHIMU Obliv MPOBEAEHDI
B POAMIBHOM AOMeE.

Mpu cbope ceMenHOro aHamHe3a yCTaHOBJ/IEHO: y OTLa
[EBOYKM MMEIOTCA MHOMXECTBEHHble aHrModnbpoMbl NnLa
M HOITEBOTO JIOXKa (MX KOIMYECTBO yBENMYMBAETCH), a B AeT-
CKOM BO3pacTe 6bln1a AuarHocTMpoBaHa pabaommoma cepa-
ua. B HacTosiLlee BpemMs OH COCTOUT Ha AMCMaHCePHOM yyeTe
y Hedponora ¢ AMarHo30oMm: «[ToIMKMCTO3 MoYeK, OCIOKHEH-
HbI XPOHMYECKON GONE3HbID NOYEK B TEPMUHAbHOW CTa-
anun», ¢ 2023 1. emy npoBoanTCS remoananns. CoBOKYNHOCTb
JaHHbIX U3MEHEeHUN npegnofiaraet HanuymMe Ty6epOo3HOro
CKNepo3a y oTua NaumeHTKU. Ho, HecmoTps Ha Hanuyue
TSXKENoro MHBannamM3upyolwero 3abonesaHns, MONeKynsp-
HO-FeHeTMYeCcKoe nccneaoBaHue oTLy He NPOBOAMIOCh.

B poannbHOM foMe B nepBble CYTKU XKMU3HU OblNo Npo-
BeleHO ob6cnegoBaHue: OOWMW aHalIn3 KPOBU WM MOYM,
OGMOXMMMYECKOE UCCeloBaHWE KPOBM Ha KpeaTuHWH, Y3U
OpraHoB OPIOWHOW MONOCTU U 3ab6PIOMHHOIO MPOCTPaH-
cTBa M HenpocoHorpadusa. lNpu nabopaTtopHOM Mccneno-
BaHWKW BbIABNEHa ymepeHHasa npoteuHypusa (0,25 r/n),
KpeaTMHUH onpefensancs B npeaenax BO3pPacTHOW HOPMbI
n coctaBun 37 MKMosb/n. MNpun Y3U BbiSBNEHbI NOIMKUCTO3
NMOYeK C MHOXECTBEHHbIMU MENKUMU KUCTaMKU 06eunx NnoYex,
YNIOTHEHWE KOPKOBOIO CMOSi MOYEK, HEe3Ha4YUTeNbHOe YTO-
LLeHME CTEHOK JI0XaHOK, MOCTTUMOKCUYECKME W3MEHEHUS
roJIOBHOro Mo3ra. Takum o6pa3om, naumeHtke J1. 6bim
YCT@HOBJIEHbI Clefyolime KIMHUYEeCKMe AMarHo3bl: KUCTO3-
Haa 60/1e3Hb NOYEK (BO3MOMKHO, ayTOCOMHO-AOMUHAHTHbIM
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Features of Tuberous Sclerosis Onset: Clinical Case

Background. Tuberous sclerosis is an orphan disease. Its rare incidence, low awareness of pediatricians, diversity in clinical signs,
inheritance features — all together it complicates its diagnosis and requires multidisciplinary approach. The life of any family with a child
suffering from tuberous sclerosis can be challenging, such as: diagnosis itself and its acceptance, issues with optimal management,
possible disease progression, complications development. Clinical case description. This article describes a clinical case of tuberous
sclerosis, as a severe multisystem disease, newly diagnosed in a child at the age of 5 months. Changes in the kidneys were presented
as hypodense area in the right kidney parenchyma and were revealed in utero at 20-21 weeks of gestation. Moderate proteinuria
(0.25 g/L) was noted in the early neonatal period. Ultrasound examination has shown polycystic kidney disease with multiple small cysts
in both kidneys. The child was diagnosed epilepsy at the age of 5 months confirmed by electroencephalography. Brain MRI has revealed
primary signs of tuberous sclerosis: cortical tubers, subependymal nodes, subependymal giant cell astrocytoma. It turned out that the
girl's father had skin and kidney symptoms typical for tuberous sclerosis according to family medical history. The family was consulted
by geneticist, however, parents have refused to perform molecular genetic testing. The diagnosis was clinically established based on
the presence of more than two primary signs as well as additional secondary sign (multiple kidney cysts) according to the International
Clinical Consensus Conference on Tuberous Sclerosis criteria. Thus, low incidence and phenotype variability in every patient, as well as
the refusal to fully examine the child significantly complicates this pathology diagnosis and understanding further prognosis regarding
the patient's life expectancy and its quality. Conclusion. The described clinical case demonstrates how difficult it is for the family to
adapt to the fact that their child has genetic disease.
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BapWaHT), NepuHaTanbHOE MopakeHWe rOoJ0BHOMO0 Mo3ra
TMMNOKCUYECKU-ULLEMUYECKOrO reHesa, CUHAPOM MblLIEYHON
AMCTOHKUW. [leBOYKa U3 POAMSIbHOrO AOMa BbiMMCcaHa AOMOMW.

B 5 mec 6051bHas aKCTPEHHO Gblfia rocnurann3mpoBaHa
B HEBPOJIOrMYECKOEe OTAENEHME C Kanobamu Ha anu304bl
nnada M crepeoTunHble IEKCOPHbIE cna3mbl TyN0BULLA
M KOHeYHocTen. B TeyeHune cyToK Habaoganochb 4o 5 napok-
CM3MOB, 3aBepLIaloWmMXca nnadyem 1M nocneayloumnm 3achl-
naHueM. MNpun NnposeaeHnn anekTpoaHuedanorpammol (330
B MEXMNPWUCTYNHOM Mepuoae BbIIBAEH NaTTEPH CUHXPOHMW-
3MPOBAHHOW TUMCAPUTMUKN (MEXNPUCTYNHbIM I3l -NaTTepH,
XxapakTepuaylownnca auddysHon HeperynsipHon MeasieH-
HOBOJIHOBOW aKTUBHOCTbIO GOMbLWOW aMMNIUTYAbl, BbICO-
KOM CTeNeHW [Oe30praHM30BaHHOCTM U ACUHXPOHHOCTH).
Takune U3MeHeHns ABNASIOTCA XapaKTEPHbIMKU AN CUHAPOMa
MHbaHTUNbHBIX cna3MoB Ao 100% cnyyaes. [NauneHTKe npo-
BeJeHa MynbTUCMMpanbHas KOMMblOTepHas Tomorpadus
(MCKT) ronoBHoro mo3sra, BbifiBfieHbl KT-npu3Haku nepwu-
BEHTPUKYNAPHbIX U CYOKOPTUKANbHbIX YH4aCTKOB MOBbILLEHUS
MJOTHOCTU (MATOFHOMOHWYHbIM MPU3HaK TYGEPO3HOro CKie-
po3a). Pe3ynbTaTbl MarHUTHO-PE30HAHCHOM ToMorpaduu
(MPT) TakyXe cOOTBETCTBOBA/IN KapTUHE Ty6EpO3HOro cKie-
po3a: KopTUKalibHble U CyOKOPTUKalbHble Ty6epbl (y4acT-
KN GOKanbHOM KOPKOBOW Aucnnasuu), cybaneHguMasibHble
y3/bl, cy6aneHanMmasnbHas acTpouuToMa /ieBoro 60KoBOro
enyaoyka 6e3 HapylweHWs IMKBOPOAMHAMUKM.

Y4uTbiBas BblIBIEHHbIE U3MEHEHMS, NalMeHTKe 6blno
npoBefeHO NOSIHOE KOMMJIEKCHOe 06cnefoBaHWe B CTaLmo-
Hape. lpu nabopaTopHOM uUCCNefOBaHWKW COXPaHSAIUCh
NPU3HaKN ymepeHHon npotemHypun (go 0,25 r/n), 6Guoxu-
MWYecKne nokasartenu 6enKoBoro, TMNMAHOrO, YrneBOAHO-
ro 06MeHOB, Koarynorpamma 6b11m B npeaenax BO3pacTHOM
HopMbl. o pesynbTataM HenpocoHorpadmm CoxpaHsaIncb
NMOCTIMMNOKCUYECKNE WBMEHEHUS TOMO0BHOro mo3ra. [Mpwu
axoKapauorpadumn (IxoKl) BM3yannM3nmpoBanocb OTKPbITOe
oBaJlbHOE OKHO 1,5 MM ¢ IeBO-NpaBbiM COHPOCOM.

Mpu Y3U npu3HaKkn NOAMKUCTO3a NOATBEPKAEHbI, MOYKK
3Ha4YuTENbHO YBEMYEHbI B pa3mMepax: ieBas 76 X 34 mwm,
npaeasa 78 X 41 MM (COOTBETCTBYKOT pa3mepam 5-net-
Hero pebeHKa), BM3yanuaupyetcsa OO0bLIOE KOIMYECTBO
KWUCT pasHblX pa3aMepoB, 0OTMeYaeTcs o6eJHeEHMEe KPOBOTOKaA
B KOPKOBOM cnoe (puc. 1).

B cooTtBeTCcTBMM C KpuTepusaMu MexayHapoaHOW Kiu-
HMYECKON KOHCEHCYCHOM KOH®epeHuMn no Ty6epo3HOMY
CKNepo3y, AMarHo3 y AaHHOW NaLMEHTKN MOXET OblTb yCcTa-
HOBJIEH K/IMHWYECKM Ha OCHOBaAHWW Hanu4yusa y Hee Gosnee
[ABYX MEPBUYHbIX NMPU3HAKOB: KOPKOBLIE Ty6EpPbI, Cy6aneH-
AWManbHble y3Mbl, Cy63aneHaMManbHas rMraHToKIeTOoYHas
acTpouuToMa, a TaKkKe AOMONHWUTENIbHO BTOPUYHOrO MpwU-
3HaKa B BMJE MHOXECTBEHHbIX KUCT noyek [4].

Taknm o6pas3om, nauneHTKe J1. 6bln YCTaHOBAEH KIUHMK-
YeCKUIN amarHos: «Ty6epo3Hblii CKNepo3. AnNunencus cumn-
ToMaTunyecKkas. MonnKMCTO3 NoYeK, XpoHnyeckas 60ne3Hb
noyek O—1-v ctagun».

BpayebHbIM KOHCUMIMYMOM O6blla Ha3HayeHa CUMNTO-
MaTtuyecKas Tepanusa. C uenblo KynupoBaHUsa UHPaHTUIIb-
HbIX cNa3mMoB 6bl1 Ha3HayeH BurabatpmH 500 mr B dop-
Me Tabnetok B A03upoBKe 375 Mr C noBblleHWeM [4O03bl
Ha 125 mr Kaxkgble 3 OHS C pacyeTOM CYTOYHOM [O03bl
100 mr/kr. C NpOTUBOCYAOPOXKHOM Liefiblo AONONHUTENBHO
6bl/1 Ha3Ha4yeH npenapaTt BalbMpoeBOW KWUCNOTbl B BUAe
Kanenb A8 npuema BHyTpb 3 pasa B CyTKM C yBEMYEHNEM
[403bl B TeyeHue Hegjenu O o6Lien CYyTOYHOM A03MPOBKMU

Puc. 1. MauueHTKa J1.: Y3M noyek B Bo3pacTe 5 Mec. MHOXeCTBEHHbIe
KUCTbl 06enx noyek

Fig. 1. Patient L.: renal ultrasound at the age of 5 months. Multiple
cysts in both kidneys

McTouHmK: doTo M3 nnyHoro apxuea 3acteno E.C., 2024 r.
Source: Photo from Zastelo E.S. personal archive, 2024.

20 mr/Kr. Ha MOMEHT BbINMUCKKU 06LLEE COCTOsIHUE pebeHKa
YAYHLIKWAOCH, 3NN304bl N1avya U CTEPEOTUNHbIE BIIEKCOPHbIE
cna3mbl Ty0BULLA M KOHEYHOCTEN OTCYTCTBOBAIIMN.

MoKasaHM K NaToreHeTM4YecKoW Tepanuu npenapa-
TOM 3BEPOSIUMYC, ABASIOLMMCSH MHTMOBUTOPOM CUIHANbHOIO
nytht m-TOR, y pe6eHKa He 6blN0 (COrnacHoO MOMOXKEHUAM
MexayHapoaHOM KOHCEHCYCHOM KOHdepeHUMHU Mo Komn-
JIEKCHOMY NneYvyeHunto Ty6epo3Horo ckieposa) [5, 6].

Bbinn pekomeHAoBaHbl AMcCNaHcepHoe HabnaeHue
y HeBposora-anuaentonora, Hedposnora, KOHCynbTauus
Bpayva-reHeTuKa 1 npoBeaeHne MoneKynsapHoO-reHeTu4eCcKo-
ro uccnefoBaHus, a Takxke IxoKI B AMHAMMKeE, KOHTPOSb 3a
}YHKLMOHaNbHBbIM COCTOSIHUEM MOYEK M ANUTENbHas Tepa-
nusa BurabatpuHoOM, NpenapaTtomMm BasbNpPoOEBON KUC/OThI.

Bpayom-reHeTMKOM MpoBeAeHa KOHCy/bTalus B BO3-
pacte 5 Mec, yCTaHOBMEH AnarHos: «Ty6epo3Hbi CKIEpos,
TUN HacnegoBaHWS ayTOCOMHO-AOMWHAHTHbIA, C PUCKOM
ans cubcoB M NotoMcTBa npo6aHaa 50% (BbICOKUIM reHeTH-
YeCKuh puUcK)». PeKoMeHaoBaHbl HabnogeHe y HeBposora
n Hedponora, nNposBeaeHUEe MONEKYNAPHO-TEHETUYECKOrO
nccnegoBaHus.

OT npoBeAeHUs MONEKYNSIPHO-reHeTu4yecKkoro obeneno-
BaHWA poanTenn pebeHKa OTKa3anuchb.

dusukanbHaa JUarHocTuka

Ha amb6ynaTopHOM npueme y Hedponora B BO3pac-
Te 3 net 10 Mec cocTosiHe pebGeHKa yaoBNeTBOpPUTESb-
Hoe. lMauueHTKa J1. Bowna B KabWHET C YnblOKOW, Gblna
fob6poxenaTteNbHa, LWia Ha KOHTaKT, oTBevyana Ha BOMpo-
Cbl, MPOSiIBNANA MHTEPEC K Urpywkam. Ho npu nposeaeHmm
06BbEKTMBHOINO OCMOTpa Habnanuncb BblpaxeHHoe 6ec-
NMOKOMCTBO M HeraTMBM3M CO CTOPOHbI pebeHKa. KoxkHble
NMOKPOBbI 6/M1€4HO-PO30BLIE, C E€AUHWUYHBIMU dNeMeHTaMu
rMNOMNUIMEHTHbIX NATeH B KonundectBe 8—10 WTyK B pas-
JIMYHbIX 06/1acTax Tena, a TakKe 3 ydacTKa «larpeHeBow»
KOXMW (aCMMMETPUYHbBIE YYaCTKU KECTKOW orpybeBLiewn
KOXM). [epKYyTOPHO Haa NErknumMu Onpeaensncs SCHbIv
NIErOYHbIA 3BYK, MPW ayCKynbTauWW NIErKMX BbiCNylIMBa-
JIOCb NY3pw/ibHOE [blXaHWe C 4acTOTOW AblXxaHWs 24 /MUH.
MepKyTOPHO rpaHuUbl cCepaLa COOTBETCTBOBaNM BO3pacT-
HbIM HOpMaM, ayCKy/lbTaTMBHO TOHblI CepAaua BbICAYLIK-
BanMCb OTYETIMBO, PUTMMUYHO, ONpPEAEensncss CUCTONU-
YECKMM LWYM Ha BepXxywKe cepaua, vyactota cephevHblx
COKpalleHuin coctaBuna 124 ya./MuH, aptepuanbHoe AaB-
neHne — 90/60 MM pPT. CT. BU3yanbHO XMBOT 3HAYUTENb-
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

HO yBeNMYyeH B pa3Mepe, OKPYXKHOCTb cocTaBuna 65 cm
(Mpy AMHaMMUYeCKOM HabNloAeHMM KUBOT yBENUYMBAETCSH
B 06beme, B Bo3pacTe 1,5 neT OKPYKHOCTb XMBOTa COCTaB-
nana 60 cm). MoyKkM onpeaensnncb Kak 60/blUON KOHIoMe-
paT (yBenuyeHbl B pa3mepax). lNevyeHb nanbnupoBanachb Ha
1 cM 13-noa Kpas pebepHomn ayru, npu 3ToM Kpaw onpeje-
NIANCSA MATKUM, 91aCTUYHbBIM, 6€360/1€3HEHHbIM. CeneseHka
He nanbnupoBanacb. HapyxHble NonoBble opraHbl cHOpMU-
poBaHbl NPaBW/IbHO, MO XEHCKOMY TUMY, CIM3WUCTas BY/bBbI
$M3M0N0Orn4ecKon oKpacku. MouyeucrnyckaHue He Hapy-
lweHo, cBobogHoe, 6e360ne3HeHHOe, MoYa ceetnasa. Cryn
y AEBOYKM perynsipHbiv, KawunLeobpasHbIn.

MpeaBapuTenbHbIA AUArHo3

MOAMKNCTO3 MOYeK, XpOHW4YecKas O6ONe3Hb MoyeK
0-1-1 ctaguun. Ty6epo3HbIN CKIepo3. INUIencus cMmMnTo-
MaTu4yeckas.

AuHaMuKa U ucxopbl

[JeBoyka J1. HaxoguTCd Ha [AOMCNAHCEPHOM y4yeTe
y Hebponora ¢ AMarHo3om: «[TOJIMKMCTO3 NOYEK, XPOHUYe-
CKas 6051e3Hb novyek 0—1-i ctaguun» 1y HEBpoora ¢ guar-
HO30M: «Ty6epOo3HbI CKIEpPO3, ANUencus cuMmnTomaTmye-
CKasi» ¢ 5-Meca4HOro BospacTa.

[MepBble NpuM3Hakn 3aboneBaHns 6bIIN 3adUKCUpPOBa-
Hbl B Nepuoa BHYTPUYTPOOHOro pa3Butus, Ha 20—-21-i Hep
rectaumu, BbISIBJE€H TMMNO3XOrEHHbIN Y4acTOK MapeHXUMbI
npaBov MOYKWU. B HeoHaTanbHOM Mepuode Npu ynbTpaco-
HOrpadum BbiSIBNEH MOIMKUCTO3 MOYEK.

M3MeHeHNS KOXKHbIX MOKPOBOB B BUAE MMNOMNUIMEHTHbIX
NATEH, Y4aCTKMU «lLlarpeHeBON KOXW» CTav NOSBAATLCA Ha
NepBOM oy *WU3HU C TEHAEHLMEN K YBENYEHUIO.

B Bo3pacTte 5 mec npousowen aebtoT anunencuu. Mpu
NpPoBeAEHHOM CTaLMoHapoM ob6cneaoBaHnm Gblin BbisiBNe-
Hbl MATOFHOMOHWYHbIE MPU3HAKK TyGEPO3HOro CKIepo3a:
KOpKOBble Ty6epbl, cy6aneHaMMmalbHble y3/bl, CyO6arneH-
AWManbHaa ruraHToknetoyHas actpouutoma. K Bospacty
5 Mec geBoYKe BbICTaBfiEH AnarHo3: «Ty6epo3HbIM CKIepo3s,
ANUAENcus cMMNTomMaTMyecKas, NOMKUCTO3 MNOYEK, XPOHMU-
yeckas 6o51e3Hb novexk 0—1- ctaanm.

3a npouweawmn nepnoa — c Bo3pacTa 5 MeC KWU3HU
no 4 ner 1 mMec — MpPUCTYNOB 3nuaencum He Habnoaa-
J10Cb, IEBOYKa HAaxX0AUTCA Ha NPOTUBOCYAOPOXKHOM Tepanuu.

Ta6nuua 1. Noka3aTtenu KpeaTMHUHa 1 uuctatuHa Cy naumeHTku J1.
Table 1. Creatinine and cystatin C levels in the patient L.

farta MoKasarenb HopmaTtusbli
KpeaTuHuH, MKMONb/ N
26.11.2020 47,0 [0 88,0
03.12.2020 42,0 [0 88,0
12.11.2023 335 27-77
01.12.2023 45,0 27-77
23.07.2024 46,0 27-77
15.01.2025 52,0 27-77
Uucratun C, mr/n
01.12.2023 ‘ 0,91 ‘ 0,68-1,6
PacuyeTHas CKOpPOCTb KyG04KOBOW punbTpauum
no LWsapuy, Mn/MuH
23.07.2024 ‘ 89 ‘ Bonee 90

Mo gaHHbIM 33T, npoBegeHHon B 4 roga 1 mec, Habnwoaa-
€TCsl MOMOXKMUTENbHAs AMHAMUKa B BWAE OTCYTCTBUSA AUb-
dy3HbIX aNUNenTMOPMHbIX pPaspsaoB BO Bpems 6o04ap-
CTBOBaHWA W cHa. Peructpupyercs nullb pervoHanbHas
anunenTMdopmHas aKTMBHOCTb B NIeBOM N06HOM obnacTu
C NEPUOAMYECKUM PacrnpoCTpaHEHUEM HA CUMMETPUYHbIE
OTBELEHMUS MPaBOoro Noaywapus 1 Ha LieHTpasbHble nepea-
HEBUCOYHbIE OTBEAEHUS UNCUaTEPASIbHO.

TakyXe CTOWUT OTMETUTb, HYTO HEPBHO-MCUXMYECKOE pas-
BMUTME COOTBETCTBYET BO3pacTHOW Hopme. [leBouyKka Jl.
nocelwaeTr AeTCKOe [OLWKONbHOE YyypexaeHue, G6accenH.
AKTMBHO NMPUHUMAET y4acTue B YTPEHHMKax, pasdyyuBaeT
CTUXM U MECEHKM, XOPOLWO HAXOAUT KOHTAKT CO CBEPCTHM-
KaMWu, urpaet B ponesble uUrpbl. Y pebeHka chbopMmnpoBaHbI
HaBbIKM OMPSATHOCTU, HEMPOU3BOJSILHOIO MOYEWUCMNYCKaHUs
He oTMeyvaeTcs. PecnupaTopHbIMW BUPYCHBIMU MHbEKLMS-
MU JeBOYKa 6oneeT He 60nee YeTblpex pas B roj.

C uenbio oLeHKM OYHKLMM NOYEK PEKOMEHLOBAHO NpPo-
BOAWTb MUCCNeoBaHWe NoKasaTtenen KpeaTuHuHa, uucraTu-
Ha C (Tabn. 1). U3 npuBeAEHHbIX AaHHbLIX BUAHO, YTO NOKa-
3aTenu KpeaTuHMHa 1 umnctatmHa C HaxoadaTca B npepenax
BO3PACTHOM HOPMbI, a30TOBbIAENNTENbHAA PYHKLMSA NOYEK
He cTpagaeT. Y3M noyek npoBOAMTCS OAHM pa3 B rog,
M3MepEHMEe ASIMHbI MOYKU HE MPEeACcTaBASETCS BO3MOXKHbIM
B CBS3M C YBENIMYEHHbIMU pasmepamm NnoyeK, KoaM4yecTBo
KWUCT yBENNYMBaAETCS, MOACYETY HE MOAJSIexaT, KPOBOTOK A0
Kancynbl MOYKM HE NPOCNEXMnBaETCS.

Mo pesynstatam 3IxoKI (3 rog 5 mec) axorpaduyeckue
npu3HaKkn MopPodYyHKLMOHaNbHbIX WM3MEHEeHWN cepaua
o6Hapy»eHbl He Obln.

K coxaneHuio, Ha CerofHsWHen LeHb He NpoBefeHO
MOJIEKYNIAPHO-reHEeTUYECKoe 06cnejoBaHMe NauneHTKu J.
M ee OTLa B CBSI3M C KaTeropnyecKMM OTKa30oM poauTenen.
CBoM BbIGOP OHW @pPryMEHTUPYIOT TEM, YTO 3TO HE Mocno-
COOCTBYET M3MEHEHWIO AMarHo3a, KOTOPbIM yCTaHOB/EH
KITMHUYECKM.

MporHos

bonbwoe pasHoo6pasne KIAMHUYECKMX MPOSBAEHUN
Ty6EepPO3HOro CKepo3a, pasnuyHble KoMOMHaLWKW nopa-
EHWW OPraHoB U CUCTEM B Pa3HbIX clyyasax, MaHudecTa-
LMA HOBbIX CUMMTOMOB M OCNOXHEHWM N0 Mepe B3poche-
HUS, @ TaKXe HaKoMJeHWe COonyTCTBYIOLIMX 3ab0neBaHum,
CBSI3aHHbIX C MOSIMOPraHHbIM MOpaxeHMem, — BCE 3TO
3aTPYAHSAET OLEHKY TOYHOrO NPOrHo3a NPOAOIKUTENIbHOCTH
M Ka4yecTBa KM3HU peGeHKa.

[MpOrHoO3 y 4aHHOro naumMeHTa COMHUTENbHbIN, TaK Kak
KUCTO3HOE MOopaxeHne noyeK ¢ GopmMUpOBaHWE TEPMMU-
HanbHOW CTaguK XPOHMYECKOW OOSIE3HWU MOYEK B pPaHHEM
BO3pacTe MOXKET CyLLECTBEHHO COKPaTUTb MPOLOKMUTENb-
HOCTb XW3HU [7].

BpemeHHas wKana
XpoHonorust pasBuTUa 6oNe3HU NaUMeEHTKH J1., ee Kito-
4yeBble COBbITUS U MPOrHO3 NPeAcTaB/eHbl Ha puc. 2.

OBCYXAEHUE

Ty6epo3HbIN CKNEPO3 SABASETCH FEeHEeTUYEeCKU aetep-
MWHUPOBaHHbLIM 3a60seBaHMEM, OTHOCALMMCS K rpynne
dakomaTto30B. OH xapaKTepu3dyeTcs LWWMPOKUM CMEKTPOM
KNUHUYECKUX MPOSIBNIEHUI U NMPOTrPECCUPYIOLLUM TEYEHHUEM,
YTO MPUBOAMT K COKPALLEHWUIO NMPOLOIKUTENBHOCTU KU3HU
1 UHBaNMAn3aLuuun naumeHToB [2].



Puc. 2. NauneHTKa J1.: XxpoHONorus pa3suTus 6071e3HK, KloYeEBbIe COOLITUA U MPOrHO3

Fig. 2. Patient L.: disease course, key events, and prognosis

nnyHC
TUMNOKCHYECKH-
niiemMmu4yecKoro

reHesa

Ty6epo3HbIv
CKNepos, anunencus
cMMnToMaTuyecKas

MonoxkutenoHas
93l-gnMHaMuKa: oTcyTcTBHUE
andbdy3HbIX pa3psaos.
MpucTynbl anunencun He
NOBTOPSNIUCL C 5 MEC }N3HU

[MporHos
COMHUTESbHbIN

5 mec

Y3W BHYTPUYTPOGHO:
TMMNO3XOrE€HHbIV
y4yacToK

MonnMkncros
noyexk

MoNMKUCTO3 NoYekK,
XBM O0-1-1 ctagum

YBenvyeHue no4vek B pasmepe,
yBe/IMYeHMe Yncna KUCT. PyHKUMSA noYveK
coxpaHHa. XblN 0-1-# ctagnu

Mpumeyanue. NMMUHC — nepuHaTanbHoe nopaxeHue LieHTpanbHON HepBHOM cucTembl; 331 — anekTpoaHuedanorpadus; Y3U — ynbTpasByKoBoe

ncenepoBaHune; XbIN — XpoHUYecKas 601€3Hb NMOYEK.

Note. PCNSI (MMUHC) — perinatal central nervous system injury; EEG (33I') — electroencephalography; US (Y3W) — ultrasound;

CKD (XBIM) — chronic kidney disease.

Ty6epo3HbIM CKIepo3 OTHOCUTCA K opdaHHbiM 3a60-
neBaHUAM ¢ YactoTton BcTpedaemoctn 1 Ha 10-30 Tbic.
Hacenenus [1].

3aboneBaHne UMeeT reHeTUHYECKylo NPUpoaY, Bbi3BaHO
MyTaumen B reHax TSC1 vnn TSC2, KOTOpble KOAMPYOT 6en-
KW ramapTuvH u Ty6epuH. Moteps GyHKUMKM AaHHbIX 6EeNKOoB
CNoco6CTBYET MATONOrMYECKON rMNepakTMBaLuMM Kackajaa,
ABNAIOLWEroca KYEBLIM PErYAATOPOM pocTa M nponunde-
pauuu KneTok [1, 2].

Mo gaHHbIM psiga aBTOPOB, B NepuUHaTalbHOM MNepuo-
4e W nepuoae HOBOPOXAEHHOCTM BbICOKa BEPOATHOCTb
MaHudecTauumn Ty6epo3HOro CKieposa B Buae pabaoMmnom
cepgua ¢ cuHgpomoMm Bonbda — [lapkuHcoHa — Yawta,
3NUNENTUYECKUX MPUCTYNOB in utero (BHYTPUYTPOGHO) MK
dGoKanbHbIX 3NUNENTUYECKUX MPUCTYNOB, a TaKKe obpa-
30BaHMA GUOPO3HLIX GngWeK Ha Koxe [2, 7, 8]. TeM He
MeHee, ONMCaHHbI HaMW KIIMHUYECKWUI Cllydan UMEET HEKO-
TOopble 0COBEHHOCTU. lNperae BCEro — nopaxkeHue noyek
B Hayane 3aboneBaHns, KOTOpoe B Neproa AMHAMMUYECKOrO
HabngeHUs 3a MNauMeHTOM He MPUBENO K HapylleHWo
noYyeyHon OYHKLUUU, O YEeM CBUAETENbCTBYIOT HOpPMaJsib-
Hble MOKa3aTenu KpeaTUHWMHA W MOYEBWMHbI U pacyHeTHOM
CKOPOCTHK KNnyb6o4KkoBow Gpunbtpaumnn. OgHaKo cnemyet yyu-
TbiBaTb TOT GaKT, 4TO NaLMEHTKM XEHCKOro nona ¢ gvarHo-
30M «Ty6EPO3HbIA CKNEPO3» UMEKT BOMbLUYID BEPOATHOCTb
pa3BWUTMA MNo4vYeyHoW HepocTaTovyHocTn [9]. Kpome Toro,
MUccneaoBaHMs yKa3blBaloT Ha TO, YTO TAXKEN0e NoparKeHue
NMOYEK C HapylleHUeM UX GYHKLMU MOXET pa3BUTbCS Nocne
NoJIOBOro CO3pPEBaHMUS, YTO NOAYEPKMBAET HEOBXOANMOCTb
HabnaeHns 3a 4eBOYKOM J1. Ha NPOTSXKEHUM BCEN €€ HKU3-
HW, HECMOTPS Ha HOpMasbHble NoKasaTenu GyHKLMK NoYeK
B HacTosLWMKn MOMEHT [9, 10].

Y peten ¢ Ty6epO3HbIM CKIEPO30M CYLLECTBYET 3a4epiK-
Ka HEPBHO-MCUXMYECKOro pa3BUTUS, U MOBEAEHYECKHe
pacctponctBa peructpupytotcad y 40-50% nauuneHTOB.
Y 75% 13 HUX HabntgaTCa CONyTCTBYOWME KOTHUTUBHbIE
HapyweHus, y 90-100% — anunencusa [11]. Kpome ToOrO,
Nno [AaHHbIM UTEpaTypbl, NaLUeHTbl C paHHen maHubec-
Tauuen anuaencum Yalie CTaJKMBAIOTCS C TaKUMK Hapy-
LWEHNIMM NMOBEAEHUS, KaK arpecCUBHOCTb, TPEBOXHOCTD,

[leNpeccMBHOE HACTPOEHWE, HapyLEeHWs CHa W TPyaHO-
CTM B 0BYyYeHWUU, AePULMT BHUMAHUA U TMNEPAKTUBHOCTb
[8, 12]. Tem He meHee, B A@aHHOM KJIMHWYECKOM Ciy4ae
3a4epKeK B HEPBHO-MCUXMYECKOM Pa3BUTUMU He Habnoga-
eTcsl, OIHAaKO Yy NaLUMEHTKM J1. UMeIOTCA NPU3HaKKN arpeccum
N TPEBOXKHOCTH.

®deHOoTMN MauueHTa 3aBUCUT OT 4ucna, NoKanusauuu
W pasmepa ramMapTtoM, a TaKKe OT BO3pacTa, MOCKObKY
B pasHble BO3pacTHble Mepuoabl MPOSBAAIOTCH pasHble
CUMNTOMbI 60N€3HU, KOTopbIX Hemano [13, 14]. Tak, ecTb
BCE OCHOBaHWs nonaraTb, 4TO OTel, pebeHKa TaKkKe cTpa-
JaeT OT TyGEepO3HOro CKAeposa, XOTa KIMHWYEeCKMe Npu-
3HAKMW Y HEro OT/IUYHBbI.

B xome noArotoBKkM matepuanoB ans nybéavKauuu
y NauUMEeHTKM BNepBbIE MOSBUINCH KIMHUYECKUE MposiBNe-
HUA Ha Koxe: 8—10 rMnonUrMeHTHbIX NATEH B Pa3/IMYHbIX
obnacTax Tena, a Takxe 3 yyacTKa «larpeHeBOn KOXW»,
4YTO elle pa3 NOATBEPKAAET pasiMyne CUMNTOMOB. TaKnm
06pa3oM, MOXKHO caenaTtb BbiBOA, YTO MO MPUYMHE pas-
JIMYHOW 3KCMpeccun MNpPU3HaAKOB TyGEpPO3HOro cKieposa
CeMeNrHbIN xapaKTep 3aboneBaHUs TaKKe 3ayacTylo He
ABNSETCA COCTaBASAOWEN CBOEBPEMEHHOW MOCTAHOBKM
npaBuNbHOMO AnarHosa.

[na noATBEPXKAEHUS LMarHo3a MPOBOAMTCH MOJEKY-
NSPHO-reHeTUYecKoe UccnegoBaHue C Lefblo BbiiBIEHNUS
MyTauuun B reHax TSC1 wnmn TSC2 [7, 15]. Ho He Bceraa
yaaeTca ybeauTb poautenen B HeEO6XOAMMOCTM npoBene-
HUA JaHHOro o6cnefoBaHus. B Takux ciyyasix AuarHos
TYGEPO3HOro CKAepos3a ycTaHaBNMBAETCS Ha OCHOBAHWMU
HanM4yMsa ABYX NEPBUYHbIX MPU3HAKOB MW OJHOMO NEPBUY-
HOTO M ABYX BTOPMUYHbIX MPU3HAKOB, KOTOPbIE NpeacTaBne-
Hbl B Ta6n. 2.

B onucaHHOM K/IMHMYECKOM cnydae y nauumeHTku Jl.
nmMeetcs 6onee [ABYX NEPBUYHbIX MPU3HAKOB: KOPKOBblE
Ty6epbl, cybaneHaMMmanbHble y3ibl, cyb6aneHauMManbHas
rMraHTOKNEeTo4YHas acTpouMToMa, YYacTKM «larpeHeBon
KOXXW», TMNOMUIMEHTHbIE NATHA W OAMH BTOPUYHbIN: MHOMXeE-
CTBEHHbIE€ KUCTbI MoYeK. Hannyne Tpex nepBUYHbIX U OJHO-
ro BTOPMYHOrO Npu3HaKa AaeT BO3MOXHOCTb YCTaHOBWTb
HECOMHEHHbIN AnarHo3 Ty6epo3HOro cKkieposa [2].
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KnuHunyeckKoe Ha6noaeHue E Clinical Observation

Ta6nuua 2. JuarHocTuyecKkme Kputepum Ty6epo3Horo ckieposa MexayHapoaHOoM KNMHUYECKOM KOHCEHCYCHOW KOHpepeHLnn

M0 Ty6epO3HOMY CKIEpo3y

Table 2. Diagnostic criteria for tuberous sclerosis of the International Clinical Consensus Conference on Tuberous Sclerosis

TouYHbIW AnarHo3 (nepBUYHbIE NPU3HAKMH)

MpeanonoXutenbHblii AUArHo3 (BTOPUYHbIE NPU3HAKH)

AHrModmbpomsbl nnua (He MmeHee 3) unu GrMbpo3Hble GNALWKK Ha N6y

MHoro4mcneHHole yrnyéneHuns B amanu 3y60oB (He meHee 3)

MnonurMeHTHblE NATHa (He MeHee 3 U He MeHee 5 MM B AMameTpe)

drbpombl B NONOCTH pTa (HE MeHee 2)

HeTpaBMaTnyeckne okonoHortreBble GUBPOMbI (He MeHee 2)

[aMapToMbl BHYTPEHHWX OpraHoB

Y4acTOK «larpeHeBon KOXu»

AXpOMaTUYECKMIA yHaCcTOK ceTYaTon 060N0YKM ra3a

MHOXKeCTBEHHbIE FraMapTOMbl CETHATKM

MATHa TMNa «KOHbETTU» Ha KoXKe

KopKoBble aucnnasun (He meHee 3):

® KOpKOBble Ty6epbl U MUrPaLLMOHHbIE TPaKTbl B 6EN0M BellecTBe
ro0BHOr0 MO3ra;

e cybaneHaMMasbHble y3/bl (He MeHee 2);

e cy6aneHAMManbHasa rMraHToOKNeToYHas acTpouuToma

MHOeCTBEHHbIE KMCTbI MOYEK

Pa6aomunombl cepaLa MHOXECTBEHHbIE UM OAUHOYHbIE

JTIumbaHrnonenoMmomaTos Nerkmnx

MHOYKeCTBEHHbIE @aHTMOMMONUMNOMbI NMOYEK (He MeHee 2)

Ty6epo3HbIM CKIEPO3 SABASETCH MPOrpeccupyolinm
3abosieBaHWeM, CBA3aHHbIM C OO/bWKUM KOMMYECTBOM
OCNOXHeHWM [8, 16]. Takne NauneHTbl HYKAATCS B MOXKMU3-
HEHHOM HaGMIAEHUN MYNBTUAMCLUMAMHAPHON KOMaHAowM
CrneLnanncToB, oLeHKe No3HaBaTebHbIX QYHKLMM B AUHA-
MUKe 1 nposeaeHun MPT, Y3M noyeKk v aHTUINUNenTuye-
CKOW Tepanuu npu pa3sBuTuun anunencuu [17]. Kpome TOro,
HeobxoanmMo GOpPMMUPOBaTL OHKONOTMYECKYIO HACTOPOXKEH-
HOCTb Y TaKMX NaLMEHTOB B CBSI3U C BbICOKOWM Mpeapacnono-
YEHHOCTbIO K OnyxoneBbiM npoueccam [18].

CyliectByeT natoreHeTMyecKoe NieyeHue Ty6epo3HOro
CKNepo3a — npenapar 3BeposIMMYC, HO, K COXaJleHUIO, ero
NPUMeEHEHWe B NPaKTUKe OrPaHUYEHHO U UMEET PSAf CTPOTUX
nokasaHui [19-21].

3AK/TIIOMEHUE

B 3aKkntovyeHne Heo6XxoAMMO ellle pa3 yKkal3aTb Ha onpefe-
JIeHHOe coYyeTaHne GaKTopoB, U B 0OCOBEHHOCTN Bapuabesb-
HOCTb deHOTUNa NauMeHTOB, YTO 3aTPyAHSET AMArHOCTUKY
Ty6epo3HOro ckiepo3a. PedkocTb AaHHOro 3aboneBaHus
M pa3Hoob6pa3re ero NPU3HaKoB OOBLACHAIOT TOT GakKT, YTo
CEeMENHbI aHaMHe3 Ha MpaKTUKe OKalblBaeTcss cobpaH
HEeJoCTaTO4YHO WM HEMpPaBWIbHO MHTEpnpeTnpoBaH. Onu-
CaHHbIN KNMHWUYECKUI CnydYan noATBep»KAaeT 60/blloe 3Ha-
YyeHue npeHaTanbHOM AMArHOCTUKWM, a TakKKe [OoKa3bliBaeT
HeOo6X0AMMOCTb MEXAUCLMMNIMHAPHOIO Noaxo4a B BeAeHUH
TaKuX 60MbHbIX. [103TOMY OCBELLEHWE COXHOCTEN, C KOTO-
pbIMW CTaNKMBaAETCS CeEMbS, rae pPebeHOK MMeEeT TaxKenoe
reHeTMyecKoe 3aboneBaHue, KpanHe BaxkHO. [llogaepykKa co
CTOPOHbI 06LLECTBA, AOCTYMHOCTb TEpanum U peabunutaumnu
M NOHMMaHWE CO CTOPOHbI OKPYXKaloLMX MOTYT 3HA4YUTENbHO
06NerynTb UX KU3Hb.

WHOOPMUPOBAHHOE COIIACUE

OT maTepu nauueHTa MOJy4eHO MNUCbMEHHOe [06po-
BOSIbHOE WMHDOPMUPOBAHHOE corfacue Ha MCchnonb3oBa-
HWe Nony4eHHOM MHOPMaLMKN B UCCNEA0BaTENbCKUX Lienax
1 nyénuKauusax (aata nognucanus: 25.01.2023).
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