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Y AKYTCKUX OETEU

OnuvcaHa KnuMHW4eckas kapTuHa pegkoni 6onesHn HakonneHnus y 11 siKkyTckux AeTelr paHHero Bo3pacTta. Bce fetn us HepofaCTBEHHbIX CeMen.
TeueHune 3aboreBaHNsi O4eHb TSXKENoe, NpMBoasLLEee K MHBANMAHOCTM U CMEPTU B paHHEM Bo3pacTe. [JuarHocTuka C UCMofib30BaHNEM HAMUCTIOX-
HEWLIMX U HOBEMLLMX BUOXMMUYECKMX METOAOB He Aana pesynsraTos.

KniouyeBble cnoBa: HacrneacTBeHHas 6one3Hb obMeHa, 60ne3Hb HaKoMMeHNs!, MM30COMHble 3aborneBaHusi, KyTbl, ryprnep-nofobHbIn deHo-

T]n.

This article describes the clinical signs (symptoms) of a rare storage disease in eleven Yakut infants. All the children were from unrelated
families. The disease is very severe, leading to the disability and death at an early age. Diagnostics using the most complicated and advanced

biochemical methods hasn’t produced results.

Keywords: hereditary metabolic disease, storage disease, lysosomal diseases, Yakuts, Hurler-like phenotype.

BBepeHue. HacneacteeHHble 6ones-
H1 obmeHa BewectB (HBO) 3aHumatot
BMOHOE MECTO B HacneACTBEHHOW naTto-
noruv yenoseka BBuAy GonbLioro yncna
HBO, 13BECTHbIX K HACTOsILLEMY BpeMe-
HW, OonbluoOro konu4yecTBa OOMbHbLIX C
HBO, BcTpeyvatomxcs BO BCex Monyns-
LUMsaX, a Takke TSHKemnbIX U B BONbLUMHC-
TBE cryyaeB paTanbHbIX NPOSIBMEHUNA
HBO [2].

B HacTtosilee Bpems BblgenstoT 6o-
nee 700 otaoenbHbIX hopm 3aboneBaHui
obmeHa BewecTB. [Nogaenstowee 6onb-
LUMHCTBO 3TuX 3aboneBaHuii 0bycrnos-
NEHO MyTauusiMU B reHax, KoaMpyHLmnx
epMeHTbI, Takke B 3TOT Krnacc BKIoYe-
Hbl AedeKTbl TPAHCMOPTHbLIX U CUrHasb-
HbIX GenkoB. CornacHo GUOXMMUYECKON
knaccudpumkauun HBO pasgeneHbl Ha 22
rpynnbl B 3aBUCMMOCTU OT TUMNa MNOBPEX-
OeHHoro metabonuyeckoro nyTu (amumo-
HaumagonaTvuu, OpraHMyeckue auugypum
WU T.O.) UNn Cc y4eTOM ero nokanusauum
B npegenax onpenerieHHoro KomnapT-
MEHTa KNeTKn (NM30COMHbIE, MEPOKCU-
COMHbIE ¥ MUTOXOHApUarnbHble 60NesHn)
[4]. KnuHnyeckne nposieneHns HBO Ha-
CTONbKO MHOrooGpasHbl, YTO HET TakoMn
MEeOULUMHCKON cneumanusauum, kotopas
Obl He UMena aerna co CBoMM crneundu-
yecknum cnektpom HBO. lMpakTuyeckoe
3HaYeHue Nx ccregoBaHns onpeaensier-
CS1 YNCTO MEAMLIMHCKMMW acnekTamu, T.e.
HeoOXxoaUMOCTbIO pa3paboTkM MeTonoB
OVarHOCTUKKN, NeYeHusi, NpodunakTUKm
3TMX 3aboneBaHWi, NpeacTaBNARLWNX
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cepbesHyto npobrnemMy Ans COBPEMEHHO-
ro 3apaBooxpaHeHusi. Bmecte ¢ Tem HBEO
KaK TUMUYHbIE «OUOXMMUYECKME» MyTa-
UMM YernoBEYEeCKOro reHoma SBMSOTCS
MOLLHBIM WHCTPYMEHTOM MWCCreaoBaHUs
HOopMarnbHOro Metabonuama 4enoseka,
XapakTepuaytoLlerocsi OGomnbLLIOA  CIOoX-
HOCTbIO 1 BOMbLUMM YMCNOM «Benbix nsi-
TeH» Ha cBoeln kapte [1].

Bruoxnmnyeckne MeToabl  Hanpas-
NeHbl Ha BbISIBNIEHWE OMOXMMUYECKOrO
deHoTMNa opraHnamMa. YpoBHHU, Ha KOTO-
pbiX oueHMBaeTca PeHoTUmn, MoryT GbITb
pasHbIMU: OT NEPBUYHOIO NMPOAyKTa reHa
(monunenTuaHOM uenu) 4O KOHEYHbIX Me-
TabonuTtoB B Moye unu note. MNoatomy
BuoxrmMmuyeckne MeTodbl Ype3BblYaiHO
MHOroobpasHbl, 1 UX 3Ha4yeHue B Aua-
FHOCTUKE HacrneacTBEHHbIX GonesHen
NMOCTOSIHHO BO3pacTaeT.

B cBs3n ¢ MHoroo6pasmem GrMoXMMU-
YeCKUx MeTOAOB, MPUMEHSAEMbIX B Nabo-
paTopHOM ANAarHoCTUKE HacneaCTBEHHbIX
bonesHen, B MCMONb30BaHUN 3TUX METO-
[0B A0mKHa ObITb onpedeneHHas cucTe-
ma. Y obcnenyemoro npobaHaa unwm vne-
Ha ero ceMbW HepearibHO UCKITYUTL BCE
HacneacTBeHHble 6onesHu, KoTopble Mo-
ryT 6bITb B none 3peHns npu obenenosa-
HUW. Ecnv npyMeHATb BO3MOXHOE YMCO
METOZI0B ANArHOCTUKMW, Toraa Kaxaoe 06-
crnefoBaHMEe CTaHeT OYeHb TPYAOEMKUM
n gonruMm. BoT nmovemy ncxogHas cxema
obcrnenoBaHNs CTPOUTCS Ha KIMHUYEC-
KO KapTuHe GonesHu, reHeanormyeckmx
CcBefeHVAX 1 BUOXMMUYECKON cTpaTermu,
KOTOpble MO3BOMAT ONpeaenuTb Aanb-
Helwun xon obcnegoBaHMs Ha OCHOBE
MO3TaMNHOro MCKIMYEHUSA onpeaeneHHbIX
knaccoe GonesHei. Kpome Toro, cospe-
MEHHas OMarHoCTUKa HacneaCTBEHHbIX
3abonesaHuin HembicniMMa 6e3 Moneky-
NAPHO-TEHETMYECKOrO nccrnegosaHuns [3].

Knacc nm3ocomHbix GonesHen Hako-
nnenust (JIBH) Ha cerogHsAWHWA OeHb
Bkntoyaetr 45 pasnuyHbix copm. JIBH

OTHOCSITCS K YNCITY PEAKUX HAaCMNeaCTBEH-
HbIX 3aboneBaHuii. YacTtoTta oTaenbHbIX
¢dopm coctaenser ot 1:40000 po
1:1000000, a cymmapHasa yactota JIBH
oueHunBaetcsa 1:5000-1:7000 xuBbIX HO-
BOPOXAEHHbIX. KnuHuyeckme nposiene-
Hus JIBH upesBblvaiHO pa3HoobpasHbI:
OT paHHUX OPM, MaHUDECTUPYIOLLINX
BOOSAHKOW Mrogda, A0 Nnerkux, Aobpoka-
YeCTBEHHLIX (hOPM, MPOSIBMASIOLLUXCS Ha
5-6 pecatuneTum M CyLeCcTBEHHO He
BMUSAIOWMX Ha KayeCTBO W MPOOOMKM-
TENbHOCTb XU3HU. MNpyn Hannunm Bbipa-
YKEHHOTO KMMHUYECKOro nonumopdurama
JIBH xapakTepusytoTcsi HEYKIMOHHO npo-
rPECCUPYIOLLIMM TEYEHVMEM U MPUBOAST K
paHHelr uMHBanuauMsauuM u npexaespe-
MeHHoW cmepTm [1].

Lenb: onucaTtb KINMHUKO-TeHearnorun-
yeckme ocobeHHOCTM peakoro 3abone-
BaHWsi oOMeHa BELLECTB M3 rpynmbl TN30-
COMHbIX BonesHen HakonneHus.

Martepuanbl u metoabl. [laHHble O
OonbHbIX nomny4yeHbl M3 PecnybnvkaHc-
KOr0 reHeTM4ecKoro perncrpa Hacnenc-
TBEHHOW W BPOXOEHHOW NaTonorum me-
OVIKO-TeHeTUYeckon KoHcynsTauun PB
Ne1-HLIM. Bbin nposegeH ocmotp 11
OOnbHbIX [eTer C OAWHAKOBOW KITUHU-
YeCcKoW KapTUHOW rypnep-nogobHoro 3a-
©oneBaHUs BpayoM reHEeTMKOM, a Takke
BpadYaMu Opyrux crneuuanbHocTen (kap-
AVIONOr, MyrnbMOHOMON, HEBPOSON, OpTO-
nen, Cypaornor, oKynucT). Micnonb3oBaHbl
KIMHUKO-TeHeanormyecknin, naboparop-
Hble, MHCTPYMEHTarnbHble METOAbI UCCre-
[OBaHus.

PesynbsraTbl m 06cyxaeHune. B veu-
KO-reHeTnyeckon KoHcynstauum ¢ 2006 r.
KOHCynbTMpoBaHue npownu 11 geten ¢
rypriep-nogobHbiM deHotunom. M3 Hmx
[eBoYvek Obino 7 n mansynkoB — 4. Bo-
ceMb OeTelt yMepnu B Bo3pacTe [0 Mo-
nyTopa NneT (M3 HUX ABa Marnb4vka), ogHa
AeBo4dka — nocne 2 net. Bce getn pogu-
JINCb B SIKYTCKMX CEMbSIX OT MONOAbIX PO-
autenen. B reHeanornyeckom aHamHese



POLCTBEHHbI Gpak oTpuLarncs, TornbKo B
ogHom criyvyae 6ornesHb Gbina 3aperuvc-
TpupoBaHa B Opakax cubcoB. B 6ornb-
LWMHCTBE cny4yaeB oba poauTensa Obinu
BbIXoALaMN 13 Buntonckon rpynnel yny-
coB. Takke B aHaMHe3e B [BYX CEMbSX
OeTn oT nepsoro 6paka Obinv 300pOBbI-
Mu. B ogHon cembe gBoe geTten Mmenu
rypriep-nogobHbI heHoTUn 1 ymepnum B
MIiaeH4YeCckoM BO3pacTe OT OCTPON cep-
OEYHO-AbIXaTeNbHOM HE[OCTaTO4YHOCTMU.

M3 aHamHe3a Xu3HM cregyet, 4To
nornoBMHa AeTell poaunucb OT MepBoW
6epemeHHoCcTW. B npeHaTanbHOM nepwu-
ofe npv NpoOBeAEHMU YNLTPa3ByKOBOIO
UCCNefoBaHNs  BPOXOEHHbIE MOPOKH,
B 4aCTHOCTW MOPOKM cepAua, HU y KOro
13 aTUX eTen He Obinn BbisBreHbl. EcTb
cBeAeHMs O BM3yanusauum BEHTPUKYMO-
meranuu Bo |l ckpuHUHroBom cpoke be-
pEeMEHHOCTU B 0gHOM criydae. Bce getn
ObINV pOXAEHbl B CPOK AOHOLUEHHLIMU.
OueHka no wkane Anrap B CpefHEM CO-
craBuna 7-8 6annos.

BonbLUMHCTBO feTen C poXAEHMSA Unn
C paHHero Bo3pacTa (OKoro 2 MecsiLeB)
VUMENU Tak Ha3blBaeMble CTUTMbl OUCIM-
OpuoreHesa: NMOTHbIE Ha OLYMb LLEKK,
HO34pW, LUYMHOE AblXaHWe, Ha KUCTAX
BCe nanbLpbl 6binu crnerka corHyTeimu. C
Nno3gHero HeoHaTanbHOro NepuoAa npak-
TUYECKM BCex AeTen ctanu 6ecrnokouTb
OCTpbl€ pecnMpaTopHble NHAEKLMN.

Havano 3aboneBaHWsi OTMeEYEHO B
cpegHem K 4-5-mecsiyHOMY BO3pacTy B
BuAe OpOHXOOBCTPYKTUBHOIO CUHAPO-
Ma: LUYMHOE OblXaHue, oaplLlKa, Kallerb,
BbICOKas Temrneparypa Tena, cepauebu-
eHne Ha )oHe OCTpoW pecnupaTopHOMn
Hdekuun. MopobHble OCTpble COCTOS-
HUA C MOMEHTA BO3HUKHOBEHUSI MMEenu
CKITOHHOCTb K YYallEHU0 U C KaXablM
pa3om cocTtosHue pebeHka yxyaLwanocs,
Habntojanock HapacTaHue cepaevHou
HEe[0CTaTO4HOCTM, B YAaCTHOCTW Mopaxe-
HWUS KranaHoB CepAla: BHavane otMeva-
NUCb HEAOCTaTOMHOCTb MWUTParnbHOro U
TPUKyCNnAanbHOro krnanaHos 1-2 crtene-
HW, YyMepeHHasi nerovHasi runepTeH3uns;
3aTteM B TedeHue 3-4 mecsueB HegocTa-
TOYHOCTb CEPAEYHBIX KranaHoB Nporpec-
cvpoBana fo 3-4 creneHu, BbisBNAnach
3HauUTEnNbHas NnerovyHas runepTeH3us.

XapakTepuctmka KIMHUYECKUX Mpu-
3HaKoB, BO3pacT BO3HWKHOBEHUS M
TSXKECTb NpoTekaHus 3abonesBaHus on-
penenstoTca  reHeTUyeckumyn 0cobeH-
HOCTSMW HapyLleHui, PU3Nonorn4eckon
3HAYMMOCTBIO MOPaXEHHOro MyTauuen
MeTabonuyeckoro nNyTu, a Takke TKaHbko-
MULLEHBLIO, B KOTOPOW HepacLLenneHHble
MaKpOMOIeKynbl HakannuBawTca. Tak,
3TUX AeTel U3 pasHblx cemelt 0obenHs-
na oAvHaKoBas KNMHMYecKas KapTuHa:

— [OucnnactuyHoe TenocroXeHue.

Bce getn Obinu poxaeHbl B CpoOK, [0-
HOLLUEeHHbIMU. B guHamuke oTmevanacb
3ajepxka B pocTe u Bece. [pu nporpec-
cvpoBaHuMKM 3aboneBaHus MosBNAnNachb
BblHYXXAEHHasA Mno3a — HEeBO3MOXHOCTb
ONUTENBHOTO NEXaHWs Kak Ha CnyHe, Tak
1 Ha XMBOTE.

— Jlwuo: nocteneHHoe W3MEHeHue
nvua no Tuny rapronnuama, ronosa onm-
Xe K rmgpouedanbHon dopme, yBenu-
YeHHble TeMeHHble Byrpbl, HWU3KUIA POCT
Bonoc Ha nby, runepTenopusm, rycrble
N LWMpokue OpoBM, ANUHHbIE PECHWULbI,
nepuopouTanbHbIi OTEK BeK, LUMPOKOE
nepeHocbe, KOPOTKUIA HOC C OTKPbITbIMU
Briepen Ho3gpsiMu, MMAOTHblE Ha OLWYMb
LLIEKN 1 HO3APU, MaKpOrnoccus.

— Koxa: nnotHas Ha owynb.

— Ckenet: pedopmauun ckenera,
pesKo yKopoueHHasi wwes, aedopmauum
rPyOHONM KneTku: GOYKO- UM KONOKOMOo-
obpasHas, yKopoyeHne rpyaHon KIeTku,
pUrMOHOCTb, LUMPOKas anepTypa, kugos
B OCHOBHOM FPYAO0-NOSICHNYHOrO oTaena
NO3BOHOYHWKA, MNpOrpeccupoBaHve Ty-
rornoaBWMXHOCTU MENKUX U KPYMHBbIX CyC-
TaBOB [0 KOHTPAKTYp, U3MEHEHUE KUCTU
no TUMy «KOITUCTOW Nanbl», yrryoneHue
nagoHHbIX 6opo3aa.

— Jlerkme: Hanuune OGpPOHXOOGCTPYK-
TMBHOIO CMHOPOMA, LWYMHOE [AblXaHue,
HapacTaHue OAbILKM, ayCKynbTaTUBHO
XKECTKOe [OblXaHue, pasfinyHble Cyxue u
BMNaXHble Xpunbl, HEOGXOANMOCTb B KUC-
nopogoTepanuu.

— CeppgeyHo-cocyanctasa cuctema: Ta-
XvKapaouvs, apTepuanbHas runepreHsus,
ayCKyNbTaTUBHO CUCTONUYECKUN LLIYM.

— YKenyao4Ho-K1LLIEYHbIN TpakT: yBe-
NMYEHHBIN XKMBOT 3a CYET renatocnne-
HOMeranuu, NnaxoBble, NyrnoYHble, Heone-
pupoBaHHble rpbbkn (50%), HapyLleHus
CTyna He OTMEYEHbI.

— LUeHTpanbHasi HepBHas cucTema:
3aJepxKa CTaTMKO-MOTOPHOMO U MCUXO-
peyeBOro pasBuTUS.

Bcem pertsm Gbinn npoBefeHbl py-
TUHHble nabopaTopHble KccneaoBaHUst
KpOBM 1 MouYn. M3 npoBeaeHHbIX nccne-
OOBaHW cnegyeT OTMETUTb pe3ynbraThl
Y3/ BHYTpPEHHWX OpraHoB, 9XOKapAmor-
padun, PEHTreHONOrMYecKnx uccneno-
BaHUN ckeneTa:

— npy Y3/ napeHxumaTtosHbIX opra-
HOB y BCEX AeTen Obinn BU3yanuanposa-
Hbl YBEINMYEHHbIE NEYEHb U CEeNne3eHka, y
4 pneten Hepomeranus;

— PEHTIeHONOrMYeCcKn BbISIBMEHbI NpU-
3HaKN KOCTHO-AECTPYKTUBHBIX W3MEHe-
HUI ckenerTa,;

— npu axokapguorpadpum y 7 geten
nocTHaTanbHO ObinM BbISIBMIEHbI BPOX-
[OEHHble NOPOKM cepaua, Y O4HOro U3 HUX
BIMC (OMXKM, OMMMM) 6bin BbiSBREH Ha
10 cyT, y ocTanbHbIX — B NepBble Nonroaa
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XNU3HW. 5 geTam Obino pekomeHaoBaHO
onepartuBHoe nevenune BIC. U3 Hux 4
neTelt Gbinn NpoonepupoBaHbl, HO OAWH
pebeHOK ymep B mocrneonepaunoHHOM
nepuoge, a 5- pebeHok ymep BO Bpems
TPaHCNOPTUPOBKW. Takke y BCex AeTen
Obina AuarHocTMpoBaHa HegocTaTou-
HOCTb CepaeyHbIX KnanaHoB: MpY MaHu-
decTtaumm 3aboneBaHnss — 1-2 cteneHu,
B NO34HMX cTagusix — 3—4 cTeneHu, obinm
BbISIBNEHbI MPU3HaKN NEro4YHoW runep-
TEeH3MM BHayane OT He3HaYMTENbHbIX U B
KOHLE O BbIpaXXEHHOW CTEMNEHMU.

B ycnosusx nabopaTtopun Meamko-
reHeTn4eckon koHcynstauumn MY PC(A)
«PB Ne1-HLIM» ©binn nckntoyeHbl BpOX-
OEHHbIN  TMNOTUPEO3, MYyKOBUCLMAO3,
oednumnT anbda-1-aHTUTpuncuHa, Xpo-
MOCOMHas natonorus. Y 2 geten otme-
yanocb nosblweHne LIMX-tecta B moye
(TECT Ha rMMKO3aMUHOITIMKaHBbI).

AHaMHeCcTU4Yeck1e faHHbIe U heHoTH-
nMyeckne ocobeHHOCTN 3TUX AeTen Nnos-
BONMUNKM 3anogo3putb GonesHn Hakonne-
HMSA c ryprep-nogobHbiM deHoTunom. B
CBSI3M C HEBO3MOXXHOCTbIO MNPOBEAEHMS
CMNOXHOW AMarHOCTUKW B Hallen pecrnyo-
NnVKe aHanu3bl U BbINUCKN AeTen Obinu
OoTnpaeneHbl B heaeparnbHble LEHTPbI.

[narHocTuka HacneacTBEHHbIX NN30-
COMHbIX GonesHen B Poccum ocyllect-
BMsieTC B OCHOBHOM B nabopatopuu
HacneacTBeHHbIX OonesHeln oOMeHa
BellecTB MeamKo-reHeTUYeCcKkoro Hayu-
Horo ueHTpa B . Mockse. Tak, HauMHas
¢ 2006 r., aHanu3bl BCEX AETen 13 3Ton
rpynnbl GbIMM OTMpaBneHbl B AaHHYHO
nabopatoputo. B 2011 r. Takke Obinu
npoBefeHbl WCCNefoBaHUs CyxXuX ns-
TEH KPOBWU Ha Mykononucaxapuaosbl | un
VI Tnnos B nabopaTtopum MeauLMHCKO-
ro ueHtpa ambyprckoro yHuepcuTeTa
(FTepmanug).

B 2013 r. ogHoMy pebeHKy yaanoch
MPOBECTM  OYHOE  KOHCYNbTMPOBaHUE
Cc nocnepytoweln nabopaTtopHon Aua-
FHOCTUKOW (3H3UMOAMarHocTvka u ava-
rHOCTUKa KynbTypbl hubpobnactoB Ha
NM30COMHble GOMe3Hn HakomnneHusl) 3a
npegenamun Poccun — B OeTCKOM OTAe-
NEeHNN MEAMLMHCKOTO  YHMBEpCTUTETA
r. Ocoka (AnoHus). Broobpasubl 3Toro
e pebeHka ogHoBpeMeHHO obcrenoBa-
N1 B OTAENEeHUN NMM30COMHbIX BonesHen
AppeHbyprckoro rocnutans yHUBepcu-
TeTa Kembpugxa (Benukobputanus). 4
pebeHka 13 11 npownu craumoHapHoe
obcnenoBaHne B yCrnoBusix Takux deae-
parnbHbIX LeHTpoB, kak HUW neamnatpum
n petckon xmpyprun, POKB n HL3[.

3a aTu roabl, N0 AaHHBIM 3H3MMOAM-
arHOCTVKN W KynbTypbl unbpobnacTos,
ObINMM UCKIOYEHbI  BCE TWMbl MYKOMO-
nncaxapugosoB (I-VII), raHrmmnosmposbl
— GM1, GM2, 6onesHb lowe, Mykonu-
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nuao3bl, 6onesHb HumaHa-Muka (Tvnbl
A, B, C), HacneoCcTBEHHbI aMMIionaos,
cuHapom XKakeHa, MaHHOo31a03, 6onesHb
Momne, 6onesHb Pabpu, GonesHb Kpab-
6e, cnannpos, pykoanaos.

HecMoTps Ha NpoBefEeHHbIE CIOXHbIE
N COBpeMEHHblE 06CnefoBaHNs, TOUHbIN
OMarHo3 aTuMm AeTsM A0 CUX NMOop HE Bbl-
ctaBneH. Ho B HacTosiLlee Bpemsi B Me-
OuumMHCckoM yHuBepcuTteTte . Ocoka npo-
JormkaeTcs fanbHelillee nccnegoBaHve
JaHHoro 3aboneBaHusi — nNpPoOBOAUTCS
NMONMHOTEHOMHOE 3K30MHOE CEKBEHUPO-
BaHVe ANns uaeHTuuKaumm MyTaHTHOro
reHa.

3aknro4yeHue. Takum obpa3om, Ha oc-
HOBaHUW KIMHUKO-TEHETUYECKUX U WHC-
TPyMEHTanbHO-NabopaTopHbIX  AaHHbIX
onvcaHa pefkasi, HeBepUULMPOBaHHas
B HacTosillee BpeMsi HacrneacTBeHHasi
H6one3Hb obMeHa 13 rpynnbl MM30COMHbIX
GornesHen HaKoMnmeHuss ¢ ayToCOMHO-pe-
LieCCVBHbIM TUMOM HacrneaoBaHus, ¢ Obic-
TPbIM NPOrpPeCCUpPOBaHNEM U NETAsTbHBIM

YK 616.831-004.4-053.2

ncxodoM B MriadeH4YeckoM BospacTe. B
CBSI3U C 3TUM HEOOXOAUMO YTOYHEHMWe
AnarHosa, KOTopoe CTaHeT BO3MOXHbIM
B pesynsrate MPOBOAMMOIO MOSHOre-
HOMHOTO 9K30OMHOIO CEKBEHUPOBaHWs 3a
npegenamu Poccun. A gns BHedpeHus
OMarHOCTUKN B MPaKTU4Yeckoe 34paBOOX-
paHeHve Pecnybnuku Caxa (AkyTus) Ha
AaHHOM 3Tane HeobxoAMMbl NMOAroTOBKa
cneuuanncTos U obopyaoBaHusi, 0CBOe-
HVe MeTOAMK.
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KIMIMHUYECKAA XAPAKTEPUCTUKA
TYBEPO3HOI'O CKINEPO3A Y OETEN

CTaTbsa nocssilieHa peKkoMy HacneacTBeHHOMY 3aGoneBaHuio M3 rpynnbl pakoMaTo30B C ayTOCOMHO-AOMUHAHTHLIM TUMOM HaclefoBaHus
— Ty6epo3HoMy ckrnepo3y. PaccMOTpeHbl BOMPOCH! pacnpoCTpaHEHHOCTW 3aboneBaHus, BapMabenbHOCTU KITMHUYECKOW KapTHHbI, CBOEBPEMEH-
HOCT MOCTaHOBKM KITMHUYECKOrO AnarHo3sa. MNpeacTtasneHsbl pesynsrathl o6cnefoBaHus AeTen ¢ TY6epo3HbIM CKIIEPO30M.

KnoueBble crioBa: Ty6epo3HbIi ckiepos, anunencusi, TyGepchbl.

This article is devoted to the question of rare hereditary disease from the phakomatoses group with autosomal dominant type of inheritance.
It's Bourneville—Pringle’s disease. There are discussed the questions of this pathology prevalence, variable clinical picture, modern diagnosing
procedure. The results of examination of children with tuberous sclerosis are presented.

Keywords: tuberous sclerosis, epilepsy, tubers.

BBepeHune. TybGepo3Hbil ckrepos
(cvH.: bonesHb bypHeBunna-MpuHma,
ANUNONSA, LeHTpanbHbIM HEMPOHOMATO3,
HEMpPOKOXHbIA cuHapoMm Tuna bBypHe-
BUMNNS, CUHOPOM cebopenHon afeHo-
Mbl, CyAOPOr 1 YMCTBEHHOW OTCTanocTtu)
— HacnefctBeHHoe 3aboneBaHve, Xxa-
pakTepusyloLleecs CUCTEMHbIM MNopa-
XEHMEM BHYTPEHHWX OPraHoB, KOCTEW,
rnas, KoXu, HEPBHOM CUCTEMbI (3a cyeT
HapyLleHns nponudepauun, Mmurpauum
1 ancpdbepeHLmaLmmn KNeTok Henpornmm),
naToMopdoniornyeckum cyocTpaTom Ko-
TOPOro SIBMSIETCS ramapTomMaTo3Hasi npo-
nudpepauns pasnuyHon nokanunsaumm [1].

YacToTa naTonornm y HOBOPOXAEHHbIX
Bapbupyet ot 1:6000 go 1:10000, cpean

NWEHHUKOBA TanuHa MakcumoBHa —
K.M.H., AoueHT-uccrnenosatens CBOY um. M.K.
AmmocoBa, pshennikovagm@mail.ru; OXKE-
FOB MNaBen CepreeBu4 — CTydeHT 6 kypca
MW CB®Y; HOEB Amutpuin OmutpreBuy
— K.M.H., Bpay peHTreHonor Pb Ne1-HLM.

B3pocnoro Hacenexnusa — ot 1:20000 go
1:100000. 3aboneBaHuio NoABEPXKEHbI
BCE pacbl; MYXY/Hbl U XEHLUHbI 60-
nelT OAMHAKOBO 4acTo. Tun Hacnego-
BaHWS ayTOCOMHO-AOMWHAHTHbIN;, nNpu
aToMm bonee 75% cny4vaeB 3aboneBaHus
006ycnoBneHbl HOBbIMU MyTaLMAMU; 3KC-
NpPeccuMBHOCTL BapuabenbHas, NneHeTpaH-
THOCTb reHa HenosnHasi. Ha reHetnyec-
KOM ypoBHe 3aborneBaHvie obycrnoBneHo
VHaKTUBMPYIOLWUMN MyTauusiMm B OGHOM
n3 reHoB TSC1 (34-i y4acTok AMWHHO-
ro nneya 9-n xpomocombl — 1/3 cny4a-
eB) unn TSC2 (13- y4acToK KOPOTKOro
nneya 16- xpomocombl — 2/3 criy4aes),
KOOUPYKOLLMX CUHTE3 GenkoB ramapTuHa
(130kd) v Ty6epuHa (180k0) cooTBeTc-
TBEHHO. [amapTuH-Ty6epunHOBbLIA KOMM-
NeKC UrpaeT KIo4YeByl ponb B peryns-
LMK KNeToYHoro pocta [6 — 9, 12].

B Hopme TSC1 n TSC2 — ectecTBeH-
Hbl€ reHbl-Cyrnpeccopbl OMyXorneBoro poc-
Ta, UX NOBPEXAEHWEe aKkTUBUPYET MNyTb
curHanbHon nepepadn P13K/Ak/mTOR,

YTO NEXUT B OCHOBE NaToreHesa Tybepos-
Horo ckrniepo3a (TC). MHrmbutopsl mTOR
— OCHOBa MaTOreHeTUYECKON TapreHTHON
cuctemHon tepanumn TC [3, 10]. B 1999 r.
E.S. Roach npegnoxeHbl anarHoctunyec-
kve kputepum TC [11] (Tabnuua).

KpuTepun HecoMHeHHOro auarHosa
TC — oguH/aBa NepBUYHbIX MpU3HaKa U
ABa BTOPMYHbIX, BO3MOXHOrO AuarHosa
— OAVH NepPBUYHbIN NPU3HaK U OAWH BTO-
PWYHBIN, MPEANONOXUTENBHOIO AnarHo3a
— OOVH NepBUYHbIN UK aBa (1 Gonee)
BTOPUYHbIX [11].

TpygoHOCTM AMArHOCTMKN Ty6epo3Horo
CKNepo3a CBsA3aHbl C BblpaXEHHbIM Kin-
HUYEeCKUM nonumopdguramom. MaumeHTsl
¢ TC B TeuyeHue Xu3HW HabnwogatoTcsa
BpayaMy MNpakTU4ecKn BCEX crneuunanb-
HOCTEW, MO3ITOMY TOMbKO WMHAOPMUPO-
BaHHOCTb CMEeLManucToB O xapakTepe u
0COBEHHOCTAX TeYeHNs faHHbIX 3abone-
BaHWIA, @ TaKKe COrnmacoBaHHOCTb UX Ana-
FHOCTUYECKMX U NevebHbIX MeponpuaTuii
MoryT obecneuntb BbIGOp MNpPaBUITbHOW



