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Ieabio co3nanus u noaaepkanus Perucrpa 00JIbHBIX Ty0OEpPO3HBIM CKJIEPO30M SIBJISIETCS COOP JAHHBIX MO KIMHUYECKHAM MPOSIBJICHHSIM,
MeIMKAMEHTO3HbIM M HeMeIMKAMEHTO3HbIM BMeIaTe/IbCTBAM U MCXoaM 3a0osieBanns. B peructp BHecenbl ganHbie 303 YesoBeK ¢ 3TUM
JIMarHO30M B BO3pacTe OT 4 Mec 10 28 JieT, cpeau HUX JIMI MyKCKOTo nosia — 156, zkenckoro noja — 147. BosabmmHcTBO nammenToB — 102
(33,6%) u3 303 npoxuBatot B MockBe 1 MockoBckoii 001acT. CemeiiHasi OTATOIEHHOCTD MO TY0epO3HOMY CKiIepo3y 3a¢uKcHpoBana
y 30 (9,9%) naumentos. Mytauuu rena 7.SC7 oonapyxennl y 29 (38,6%) nauuentos, rena 7SC2 —y 46 (61,4%). Panee He onucanHbie
B MHPOBO¥i JIUTEpaType MyTAIMA ObLH BbIsiBlIeHbI B rene 7.5C2 y 10 nanmentoB. Dmwiencus otMeyasiach y 86,8% (y 263 u3 303), Ha-
pyluenust UHTeJUIeKTyabHoro passutus — y 39,3% (y 119 u3 303), cy0aneHaumMalibHbie THTAHTOKJIETOUHbIE acTponuTombl — y 16,2%
(y 49 u3 303), Tyoepst —y 61% (y 81 u3 131), cyosnenmumasibHbie y3iabl — y 65,7% (y 86 u3 131), runonurmenTHble nsaTHa — y 66,3%
(y 201 u3 303), anrnopuopombl mua — y 29,4% (y 89 u3 303), padnomuomsi cepaua — y 44,2% (y 134 u3 303), aHTHOMHOJIMIIOMBI 10~
ek —y 41,6% (y 126 u3 303). Y 68 (25,9%) u3 262 nauyenToB, CTPaAaBIIKX SMUIENCHEil, oTMevascs cunapom Becra, y 149 (56,9%) —
cUMIITOMATHYeCKAs (DOKAJIbHAS SMIJIETCHsl. DBEPOMMYC M0 TIOBOAY CyO3MEeHIMMABHBIX THTAHTOKJIETOYHBIX ACTPOLMTOM TOJTydau 7
NAIMEHTOB. PerucTp 1eMOHCTPUPYET NO3IHIOKD TMATHOCTHKY TYOEPO3HOrO CKJIEP03a, OrPAHUYEHHOCTh FeHETHYECKOr0 TECTUPOBAHHS, He-
JIOCTATOYHOE BHUMAHME BPaYeii 110 OTHOLIEHHUIO K ICHXUATPUYECKHUM TPOSIBICHUSIM 3200IeBAHMUSL.

Karoueswte caosa: demu, mybeposnblii ckaepo3, pecucmp, MOHUMOPUHE, 2eHeMUKA, Yacmoma CUMIIOMO8, CYOINeHOUMANbHbIe cUAH-
MOKACMOUHbLE ACMPOUUMOMbL, AHZUOMUOAUNOMbL NOHEK.

The purpose of establishing and maintaining a tuberous sclerosis registry is to collect data on the clinical manifestations and outcomes of
the disease, and drug and non-drug interventions. The registry includes data on 303 people (156 men and 147 women) aged 4 months to 28
years who are diagnosed as having this disease. Most patients are the residents of Moscow and its Region (102/303; 33,6%). Thirty (9,9%)
of the 303 patients are registered to have a family history of tuberous sclerosis. 7.SC1 and 7.SC2 gene mutations are detected in 29 (38,6%)
and 46 (61,4%) patients, respectively. The 7.SC2 gene mutations previously undescribed in the world literature are found in 10 patients.
There is epilepsy in 86,8% (263/303), intellectual developmental disorders in 39,3% (119/303), subependymal giant cell astrocytomas in
16,2% (49/303), tubers in 61% (81/131), subependymal nodules in 65,7% (86/131), hypopigmentation spots in 66,3% (201/303), facial
angiofibromas in 29,4% (89/303), cardiac rhabdomyomas in 44,2% (134/303), and renal angiomyolipomas in 41,6% (126/303). West’s
syndrome is noted in 68 (25,9%) of the 262 epileptic patients; symptomatic focal epilepsy is seen in 149 (56,9%) patients. Seven patients
took everolimus for subependymal giant cell astrocytomas. The registry demonstrates the late diagnosis of tuberous sclerosis, the limitation
of genetic testing, and physicians’ inadequate attention to the psychiatric manifestations of the disease.

Key words: children, tuberous sclerosis, registry, monitoring, genetics, frequency of symptoms, subependymal giant cell astrocytomas,
renal angiomyolipomas.

lyOEepO3HBII CKIIEPO3 BXOAMUT B TPYITITY HEMPOKOXKHBIX
3a0oJieBaHM ((haKOMATO30B), OTJIMYAETCS IITMPOKUM
CIEKTPOM KIIMHWYECKUX MPOSIBIEHUI W TTPOTPECCUPYIO-
M TeYeHUEM, KOTOPOE MPUBOIUT K YMEHBIIEHUIO ITPO-
JIOJDKUTETbHOCTH JKU3HU Y WHBAJTUAN3ALIMY MTallUeHTOB.

YacToTa Ty6epOo3HOTO CKIIepOo3a B TMOMYJISIIUN COCTABIISICT
1:10 000 (y HOBOpOKmeHHBIX — 1:6000). PacueTHOE YmcIiO
6osbHBIX B Poccuiickoit @eaepaunu okosno 7000 yeno-
BEK, TI0O3TOMY TYOEPO3HBIN CKIIEPO3 OTHOCUTCSI K PEITKUM
(opdaHHBIM) 3a00eBaHUSIM [1].
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Ty6epo3HbIit CKIIEpPO3 — ayTOCOMHO-TOMWHAHTHOE Te-
HETUYECKU TeTeporeHHoe 3a00JIeBaHne ¢ BBICOKOM TIeHe-
TPaHTHOCTBIO M BaprabeTbHOM SKCITPecCUBHOCTHIO. [Tpu-
ommsuTesHO oT 10 10 30% ciryyaeB 60J1€3HU 0OYCITOBIEHO
myTauusiMu B reHe T.SC1 (TyO6epo3Hblii ckiiepo3 1-ro tumna,
OMIM #191100), KoTOpbIii TOKATM30BaH Ha 9-i1 XpOMO-
coMe B paitoHe 9934 u konupyeT 6e10K ramapTuH. OcTaib-
Hble cilydyau 00Jie3HU OOYCJIOBJIEHBI MYTallMSIMU B TE€HE
TSC2 (Tybepo3Hblii ckitepo3 2-ro tuna, OMIM #613254),
KOTOpPBI JIOKaaM30BaH Ha 16-if XpoMocoMme B paifoHe
16p13 u komupyet G6estoK Ty6epuH [1, 2].

Tensr TSCI v TSC2 B HOpME SIBISIIOTCSI €CTECTBEH-
HBIMM T€HAMM-CYTIPECCOPAMU OITyXOJIEBOTO pocTa. be-
KOBBbIe TIPOAYKTBI 3TUX TEHOB, TaMapTUH W TyOepwH,
00pa3yoT rerepoanumMep, ClOoCOOHbI MTHTMOUPOBATH OTIO-
cpenoBaHHblil kKoMmiekcom mMTORCI (mammalian Tar-
get of Rapamycin Complex 1) curHanbHbIi Kackaa. My-
taiuu B reHax TCST u TSC2 Benyt K notepe ux GyHKIIMu
U CBSI3aHHOM ¢ MyTallUSIMUA TIATOJIOTUIECKOW aKTUBAIIUU
krHa3el MTOR. KnHa3za sgBisieTcst KIIIoYeBBIM peTyJIsiTo-
poM pocTta u npoaudepauuu kiaetok. [Toatomy npu naH-
HOM 3a00JIeBaHUM Pa3BUBAIOTCS MHOXKECTBEHHbBIE JT00-
pOKaueCTBEHHBbIE OIMyXOJW (TaMapTOMBbI) B Pa3IUYHBIX
opraHax, BKJII04asi TOJJOBHOM MO3T, IJ1a3za, KOXY, Cepalle,
MOYKH, TIeUeHb, JIETKUE, XKeTYTOYHO-KUIIEYHbI TPaKT,
SHIOKPUHHYIO M KOCTHYIO CUCTeMBI. [TocTereHHO Mpo-
rpeccupys M yBeJIMUMBAsICh B pa3Mepax, OHU HapyllIaioT
(yHKLIMU OopraHOB, WHOTIA MPUBOIS K (DaTaJbHBIM ITO-
crenctBusMm [1-3].

HecMoTpst Ha 3HAYUTETLHBIN MPOTPecCc B M3ydYeHUU
TyOEpO3HOTO CKJIEpO3, 10 CUX TOp B €ro IaToreHe3e
U KJIMHUYECKOU CUMIITOMATHUKE MHOTO «OeJTbIX MSATEH».
HenocraTouHo xopolo n3ydyeHa Bo3pacTHasi AMHaMUKa
MHOTOYMCJICHHBIX HEBPOJOTMYECKUX U COMATUIECKUX
CUMIITOMOB, WX BapuabeIbHOCTh, 3aBUCUMOCTb MX Ya-
CTOTBI M CTETTEHU TSXKECTH OT TeHETUYECKUX MPOSBIIe-
HUIi, TIpOTHOCTUYeCcKoe 3HaueHue [4]. Majo maHHBIX
IO PeIKUM CUMIITOMaM TyO0epO3HOTO CKJIepo3a, KOMOpP-
OMIHBIM 3200JIeBaHUSIM, OCOOEHHOCTSIM TCUCHUST DU -
nericun. [IpeacTaBasioT MHTEpeC U BepOSITHbIE STHUYE-
cKMe 0COOeHHOCTH 00JIe3HU (HampuMmep, TeHETUYeCKue
OTJINYMST POCCUICKON TTOMYNISILINN), TAKTUKU BEICHMUS
" JiedeHUs TalreHToB. HemocTaTouHo JaHHBIX TTO (-
(beKTUBHOCTHU U TIEPEHOCUMOCTH METMKAMEHTO3HOM Te-
panuy ¥ HeMeAMKAMEHTO3HOTO (B TOM YHCJIe XUPYPTH-
yeckoro) BMemareabcTBa. He Tak naBHo B Poccun Ob11
3apeTUCTPUPOBAH TIpernapar 3BEPOJTUMYC, KOTOPHIA (-
(bekTUBEH B JIeYEHUU TUTAHTOKJIETOUYHBIX aCTPOILIUTOM
TOJJOBHOTO MO3Ta M aHTUOMUOJIUTIOM TIOYEK, acCOIUM-
POBaHHBIX C TyOepO3HBIM cKiepo3oM. Ero mosmieHune
JIeJlaeT aKTyaJlbHOW TIpoOjeMy M3y4eHUs IIUTETbHON
93 HEKTUBHOCTU M MEPEHOCUMOCTH 3BEPOJIMMYyca BHE
pPaMOK KJIMHWYECKUX MCIBITAHWN B YCJTOBUSIX KIWHU-
YeCKOM MPaKTUKU. B CBSI3M ¢ 3TUM HEOOXOAUM ITOCTO-
SIHHBI KOHTPOJb MU3MEHEHUM B COCTOSTHUM OOJIBHBIX
TyOepo3HBbIM CKIepo3oM. OOBIYHO B 3TUX CIIydasiX MC-
MTOJIL3YIOTCS CIEeIMaTU3UPOBAHHBIE KOMITBIOTEPU3UPO-

OPUINHAJIbHBIE CTATbU HEBPOJIOInsi

BaHHBIE perucTpbl. CUCTEMBbI TAKOTO TUIIA TPUMEHSIOT-
¢S B pa3HbIX CTpaHax, B TOM uucie B Poccun.

Lens cozmanust Perucrpa OOMBHBIX TyOEpO3HBIM
CKJIEPO30M — COOp ¥ MOHUTOPHUHT JAHHBIX 110 KIMHUYE-
CKUM TIPOSIBJICHUSIM, MEIWKAMEHTO3HBIM W HeMeIuKa-
MEHTO3HBIM BMeIIaTeIbCTBAM 1 MCX0daM 3a00J1eBaHS.

3apaum peructpa:

1) OLICHUTH YACTOTY, BO3PACT MPOSIBIIEHUSI U BO3PaCT-
HYIO JMHAMUKY XapaKTepHBIX CUMMITOMOB TyOEpO3HOTO
cKJIepo3a (KOXKHBIX TTPOSIBIICHUM, STTUIETITUYECKUX TTPU-
CTyNOB, pabJIOMUOM Cep/lla, TMTAHTOKJIETOYHBIX acTPO-
LIUTOM, aHTUMHUOJIUTIOM TIOYEK U JIp.);

2) BBISIBUTb pEAKUE CUMITTOMBI TyOEPO3HOTO CKJIEPO-
3a (JInMpaHTUOIEHOMMOMATO3 JETKUX, aleHOMa OKOJIO-
IIMTOBUIHBIX XeJIe3 U [IP.) U OLIEHUTh UX YaCTOTY;

3) onpeneauThb CIEeKTP W YaCTOTy KOMOPOUIHBIX CO-
CTOSTHUI 1 3a00JIeBaHUIA;

4) YCTaHOBUTb XapakKTep MEIUKaMEHTO3HBIX U He-
MEIMKAMEHTO3HBIX BMeEIIATeJIbCTB, UX 3((HEKTUBHOCTh
U MEPEeHOCUMOCTb, a TAKKe UCXO/IbI TEPATIHH;

5) NpoaHanM3MpPOBaTh PE3yJIbTAThl TEPATIUU 3BEPOJIH-
MYCOM TMTaHTOKJIETOUHBIX aCTPOLIMTOM W aHTUMMOJIM-
TIOM TOYeK.

Martepuan n metoapl

B peructp BkJIIOUYalOTCS MALMEHTHI (AETU U B3POC-
Jible), Habmonalomuyecs (aMOyaIaTOpHO WM CTallMOHAap-
HO) B OTACJICHUM TICUXOHEBPOJOTUM M SIMWJIETITOJIOTUN
HUKMUW negunarpuu 'BOY BITO PHUMY uMm. H.U. I1n-
poroBa MuHnsapasa Poccun. [t BKJIIOUeHUsT B peTUCTp
JIMarHo3 TYOEpO3HOro CKJIepo3a JOJIKEH ObIThb «HECO-
MHEHHBIM». HeCOMHEHHBII AMarHo3 Ty0epo3HOTro CKJie-
po3a ycTaHaBJIMBAETCSI HAa OCHOBAHUW HaJIWYUs JBYX
MEePBUYHBIX TPU3HAKOB WJIM OIHOTO TIEPBUYHOTO U IBYX
BTOPUYHBIX MPU3HAKOB 3a00JI€BaHUsI, COTJIACHO KPUTE-
pusiM auarHosa [2]. Y oTnenbHbIX MallMeHTOB, BKIIOYEH-
HBIX B PETUCTpP, MPU HEXBAaTKe KIMHUYECKUX KPUTEPUEB
HMMeJIOCh TEHETUYECKOE MOATBEPKIEHUE arHo3a (0oHa-
pyxeHue naroreHHoil mytauuu reHoB 7.SCI wiu TSC2).
YV Bcex MalueHToB UCCIe0BaIach POIOCIOBHAsI, TTOJAB-
JISio1eMy OOJIBIIMHCTBY TPOBOIMJIMCH HEOOXOAUMBbIE
JlabopaTopHble OO0CIenoBaHUSI — 2JEKTposHIledano-
rpamMma, axokapauorpacdusi, MAaTHUTHO-PE30OHAHCHAsI TO-
morpadus (MPT) ronoBHOTo Mo3ra, yJIbTpa3ByKOBOE UC-
cienoBaHue rnovek (mpu Heooxonumoctu MPT nouex).

JIuzaiin PerucTpa GOJBHBIX TYOEPO3HBIM CKJIEPO30M.
ITporpammHbIii KOMILUIeKC «Pernuctp GoMbHBIX TyOepo3-
HbIM CKJIEPO30M» PEIM30BaH B JIByX BapUaHTaX: CeTe-
BOIi, MPU KOTOPOM 0a3za JaHHBIX PACTIONOXeHa Ha cep-
Bepe MS SQL 2008, u nokanbHbIi, ¢ cepepoM MSDE
wm SQL EXPRESS 2008, pacronoxeHHbIM Ha Tepco-
HaJIbHOM KOMIIBIOTEpE BMECTE C KJIHMEHTCKON YacThlO.
IIpu BTOpPOM BapuaHTe TMpeaYCMOTPEeHAa BO3MOXHOCTb
rnepeaayd U OObeIUHEHUS JaHHBIX C Pa3HBIX KOMIThIO-
TepoB. KiumeHTCKasi 4yacThb TporpamMMbl peaarM3oBaHa
Ha s13bIKe ITporpamMupoBanus Visual Basic 6.0. baza man-
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Jopogpeesa M.IO. u coaem. TlepBbie pe3ynsTaThl HYHKIMOHUPOBaHMS Perictpa G0MbHBIX TYOEPO3HBIM CKIIEPO30M

HBIX PyHKIIMOHUpPYeT non yrpasieHueM MS SQL Server
2008 u MSDE 2000. TTporpaMMmHBIe TIpOLIEaYpPHI U 3a-
MPOCHI CEPBEPHOI YaCTH peanu30BaHblI Ha SI3BIKE CUCTE-
™Mbl yripasiaeHust 6azamu gaHHbiX (CYB/I) Transact-SQL.
Peructp OyHKIMOHUPYET TTOA OTEPALIMOHHBIMU CUCTE-
mamu Windows XP, Windows 7.

Mudopmaiys o mamueHTax XpaHUTCS B TabIv-
1max 6a3el JaHHBIX. [1oJsT TIaBHOW TaOMWIIBI comepsKaT
KakK MOCTOSIHHYIO, TaK M TEKyIIylo (OOHOBJISIEMYIO0) UH-
dopmanmio. B 3T0it Tabnauile Ha KaxXmoro mamyeHTa
MMeeTCsl OIHA 3aMKCh, KOTOpasi XpaHUT YHWKaJbHBIN
JITST KaskKI0TO TTallMeHTa TTepCOHATBHBIN MASHTU(PUKATOP.
JInst XpaHeHUs apXuBa HAOTIOAeHWIA 32 IMHAMUKOW CUM-
MTOMOB (JIHEBHUKU HAOJII0IEHUIT) B Oa3e co3aaHbl Ta0IU-
1IbI, CBSI3aHHBIC C TJIABHOW: MTWHAMUKA STICTITUIECKUX
MPUCTYIIOB, JAWHAMHMKA pPa3MepOB TMTAaHTOKJIETOYHBIX
acTPOLIMTOM, OTUHAMUKa aHTHO(MUOPOM, TUHAMHUKa aH-
TMOMUOJIUTIOM, TMHAMWKa KOHIIEHTPAIlUN 3BEpOIMMYyca
B KpoBU. Kaxkmasg u3 3TuX TabGJIWIl CONEPXKUT TaHHbBIE,
MOJTyYeHHBIE BO BpeMsI TEKYIIIUX OCMOTPOB OOJIBHBIX. 3a-
MUCH B TaOJMIIAX CBSI3aHBI C COOTBETCTBYIONIEH 3aITUChIO
B TJIaBHOM TabJMIIe TTO MACHTU(UKAIIMOHHOMY UHAECKCY
marmueHTa. LlemocTHOCTh 6a3bl JaHHBIX KOHTPOJIUPYET-
Csl COOTBETCTBYIOIIIMMHU TTPOTPAMMHBIMK TTPOLIEAYPAMH.
Kpome Toro, B 6aze mmerorcst TaOIMIIbI, COAEpXKalllue
crnpaBoYHyl0 MHMopmanuio (Tabiuiia ¢ KojgaMyd M Ha-
MMEHOBAaHMSIMUA PeTMoHOB Poccum M Tabiauiia CUMIITO-
MOB). B knmeHTcko#t yactTu uHTepdelc Mmojb3oBaTes
peasn30BaH C TOMOIIBIO CTaHAAPTHBIX (OpPM, TMO3BO-
JISTIOIIUX 3aHOCUTh HOBYIO MH(pOpMaInIo B 6a3y TaHHBIX,
MpOCMaTpWBaTh 3alUCH U PEIaKTUPOBATh MH(MOPMAIINIO
0 KaXXJIOM TTallueHTe.

IIporpamma cHaOxXeHa cHpaBOYHON WHQOpPMAIIM-
el M PYKOBOJACTBOM I0JIb30BaTesisd. bosee momapoOHO
C JU3aifHOM perHucTpa MOXHO O3HAKOMUTBLCS B CTaThe
Bb.A. Ko6puHckoro u coast (2014) [5].

leHeTHyeckue wuccienoBanusa. [lombITKa ITMAarHOCTU-
YeCKOro MPUMEHEHUST MMOJTMMepa3Hoi LEMHOM peaKIInu
B peaJlbHOM BpPeMeHU C JeTeKIMel MO0 KOHEYHOI TOUKe
B POCCUICKOI TIOMyJISIIMK OKaszajach HeymadyHoil. Co-
tpynHuku HWJI oOuieit matosoruu mpoBey uccienoBa-
HHE YaCTOTHI BBISIBJIEHUSI 18 TOYEUHBIX MyTallii B TeHaX
TSCI v TSC2, onucaHHBIX B IUTEpaType KaK «aCCOLMU-
pOBaHHbBIE C TyOEPO3HBIM CKJIEpO30M» (ObLTM BBIOpAaHBI
HaunboJee YacTO BCTPEeUaloIInecs 1Mo JaHHBIM JIUTepaTy-
pbl myTauuu). Mccnenosanust mposeaeHbl y 10 mamuveH-

ToB 1 y 20 pomnuteneit. YkazaHHbIE TOYEUHbIE MyTalluU
He ObUIM BBISIBIICHBI Y 00C/IeIOBAaHHBIX WHIMBUIYYMOB,
Ha OCHOBAHUU YeTo ObLIO CleJlaHO 3aKII0YeHHE, YTO Ha-
JINYYEe TaHHBIX MyTaIllMii HE XapaKTepHO IIJISI POCCUMCKON
MOy 00NbHBIX. JlaHHBIN (akT ObLT MOATBEPXKIEH
cekBeHupoBaHueM reHoB T.SCI u TSC2. Tlpu TapreTHOM
CEKBEHMPOBAHUM ObLIT BBISIBJICH PSIJl MHBIX TOUEUHBIX MY-
Taluii, XapaKTePHbIX, BEPOSITHO, UMEHHO JIJISI POCCHUIA-
cKoii momynsiiuy naiueHToB. [loatoMy B manbHeieM
reHeTnyeckasi IMarHoCTUKa TMPOBOAUIACH METOAOM Ce-
kBeHupoBaHusi reHoB TSCIu TSC2 .

OrpannyeHuss B Au3aiiHe wuccienoBaHus. JlaHHBIN
PETUCTp HE SIBJISIETCSI TIOMYJISIHMOHHBIM, T.6. HE HOCHUT
o01Iepoccuiickoro xapakrepa. Pernctp He mo3sBojisieT
OLIEHUTh PacTIPOCTPAaHEHHOCTh 1 3a00JIeBaeMOCTb TyOe-
pO3HBIM cKJIepo3oM B Poccuiickoit denepanyn. Coot-
BETCTBEHHO TIOJIyYeHHbIE B HEM HaHHbIE MOXHO OyaeT
TOJIBKO C OTOBOPKOI KCTParnoJIMpoBaTh Ha BCIO pOCCUTA-
CKYIO TIOTYJISIIIAIO MALIMEHTOB C TYOEPO3HBIM CKJIEPO30M.

Pe3ynbratbl

Ha MoMeHT HamMcaHMs CTaTbU B PETHCTP BKITIOYEHBI
303 maumeHTa B Bo3pacTe oT 4 Mec 10 28 JIeT, Cpeu HUX
JIAI] MYKCKOTO mojia — 156, skeHckoro mona — 147. Pac-
npejesieHre TallMeHTOB MO BO3PACTHBIM TPYITIaM MpUBe-
JIeHO B TaouI. 1.

Peeuon npoxcuseanus nayuenmosg. JlJaHHbIE O PeTUOHE
MpoXKWBaHUsI OTCYyTCTBOBaIM B 41 Kaprte. B octaBmmxcs
262 kapTtax ynmoMsiHyThI 62 u3 85 pernonos Poccun. Pac-
npejesieHre YKcia MalMeHTOB MO perMoHaM MPOXWBa-
HUS TIpeJICTaBJIeHO B TaoOI. 2.

lenemuueckue Oaunnvie. CeMeilHast OTSITOIIEHHOCTb
Mo Tyoepo3HoMy cKiieposy 3adukcuponaHa y 30 (9,9%)
13 303 maiueHToB, YTO cocTaBsieT. Y 9 malueHToB TyOe-
PO3HBIM CKJIEPO30M CTPaAaroT CUOCHI, Y 6 — CUOCHI U pO-
nutenu. 3abosneBaHue y maTtepu 3apuKcupoBaHO B 12
ciyyaeB, y ota — B 12. ¥ 3 manueHTOB OblIM OOJIbHBI
JNeAylUK 1y 3 — 6a0yIIKu.

MertonoM TapreTHOro CeKBeHMpPOBaHUSI ObLIO OOCie-
noBaHo 75 manueHToB. Myrtauuu reHa TSCI Obutn 00-
HapyXeHbl y 29 (38,6%) mamuenToB, reHa T7SC2 — y 46
(61,4%). CooTHOIIIeHNEe YKCIia TTAMEHTOB ¢ MyTalllsIMU
BTeHe 7SC2u uyncia mauueHToB ¢ MyTanussMu B reHe 7.5C1
coctasuiio 1,59:1. K coxaneHuto, xapakTep MyTaiuii B CO-
OTBETCTBYIOIIEM pa3jielie PerucTpa OTpaxkeH Halleko He y
Bcex mareHToB. TeM He MeHee, OYeBUIHO, UTO CPEIN MY-

Tabauya 1. Pacnipeneiienre ManuenToB MO BO3pacTHbIM rpymmam (7=303)

BospacrHas KaTeropusi

Yucno nauyMeHToB

aoc. %
Mo 2 net 16 5,3
Or 2 110 6 j1eT 60 19,8
Ot 7 no 17 ner 148 48,8
18 et u crapiie 79 26,1
Bcero... 303 100
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taumii reHa TSCI npeobiagany MpOTSDKEHHBIE JIe/elnu,
a cpenu myTatmii reda 7.5C2 — ToO4euHbIe MUCCEHC- M HOH-
CEHC-MYTalllM, CBA3aHHBIE C 3aMEHOI HYKJIEOTHIA.

Panee He omucaHHbIE B MUPOBOI JIUTEpaType MyTa-
MY OBLTW BBISIBJIEHBI TOJIKO B TeHe 7.SC2y 10 manueH-
ToB; p.Glu234Term; p.Argl369Trp; ¢.5217-5221delgtgga;
¢.5089insT; p.Glul087Term; p.GLn1342Term; IVS9-1
G/C (NpuBOAUT K MCUE3HOBEHMSI caiiTa CIIaliCHMHTA);
¢.5142 _5153dell12; ¢.369insA; p.Ser1254Term.

Bospacm ycmanoenenus oduaenoza SBISETCS BAXKHBIM
rmokasaTejeM, TaK KaK KOCBEHHO MOXKET CBUICTENb-
CTBOBAaTb O CBOEBPEMEHHOCTH AMATHOCTUKU. B peructpe
CBeJCHUSI O BO3pacTe YCTAHOBJCHMS AMArHO3a OTCYT-
ctBoBanM y 165 maumeHToB. PacmpeneneHne GONBHBIX
TT0 BO3PACTy YCTAaHOBJIEHUS TUArHO3a TyOepO3HOTO CKIIe-
po3ay 138 maimeHToB MPUBEIEHO HAa PUCYHKE.

Kaunuueckue nposenenus. Hactora OCHOBHbBIX KJIIMHU-
YeCKUX TIPOSIBIICHUT TyOEpO3HOTO CKIIepo3a TpecTaBe-
Ha B Ta0. 3.

IMopaxkeHre HEPBHOU cUCTEMbI. DMUJETICUS Y HAIIUX
MaleHTOB OTMevaach 9acTo (B 86,8% citydaeB) v B 60JIb-
IMHCTBe ciydaeB —17 (66,8%) u3 262 HayaTach B BO3pacTe
10 2 et Y 68 (25,9%) u3 262 mauyeHTOB OTMEYaIcst CUH-
npom Becra, y 149 (56,9%) — cumntomaTrueckast (poKab-
Hasl IWIeTicust, y 45 MalMeHToB B KapTe 3a(hMKCUPOBAHO
TOJILKO HAJIMIKE SIWIETICUN 0e3 YeTKOU (DOpMYyTMPOBKY €€
(opmbl. TTpUCTYITBI HA MOMEHT 3aTIOTHEHUST KapThl OTCYT-
cTBOBaNM y 60obimHCeTBa —y 204 (72,4%) maleHToB, HO 'y
75 (28,6%) n3 262 3aprkcrupoBaHO HaIM4ue (apMakope-
3UCTEHTHOCTU. VIHTeUTeKTyaTbHbIe HapyIIeHHs ObUTH Ove-
BUAHBIMU Y 39,3% manmeHToB, HO YMCTBEHHAsT OTCTAJIOCTh
OblTa KOHCTaTUpoBaHa TOJIbKO y 22 (7,2%) u3 303, mpudyeM
TspKesoi oHa Obuta y 13. PeueBble HapyllIeHNUsI OTMEUaIUCh
y 25 (8,3%), cpenn HUX oOIllee HEAOPa3BUTHE peun — Y 7
MaleHTOB U OU3apTpust — y 5. AyTM3M M 9epThl ayTh3Ma
o 3apukcrpoBanbl y 34 (11,2%), naMeHeHUsT TIOBeIe-
Hust —y 42 (13,9%), B ToM 4nciie CHHAPOM AeUIIuTa BHU-
MaHus1/TUIepakTuBHOCTH — y 16 (5,2%), arpeccust — y 3
JeTeid. Dnuiencus Oblaa CyleCTBeHHBIM (haKTOPOM prcKa
(a BO3MOXXHO, ¥ TIPUUMHOI) Pa3BUTHS MHTEJICKTYaTbHBIX

Tabauya 2. PernoH npoKUBaHUS NMANMEHTOB

OPUINHAJIbHBIE CTATbU HEBPOJIOInsi

HapyleHuii y aeteit. HapyleHus MHTeIUIeKTyaIbHOTO pa3-
BUTHST BCTpevyaanch y 118 u3 263 manmeHToB, CTpaJaBIINX
SMWIETICUE, ¥ TOJIBbKO Y 1 13 40 manneHToB 0e3 SIUIeTICUn
(»<0,001). IMporpeccupytoiasi runpoliedanusi B pe3yybrate
pOCTa cyoaTIeHIMMATBHBIX THTAHTOKJIETOYHBIX aCTPOLIUTOM
pazBunach y 5 (3,8%) u3 131 manmeHTa.

Heiipopannonornyeckass —KapTuHa  TyOepO3HOTO
ckiieposa. TyGepbl Kak OWMH M3 IJIaBHBIX MPU3HAKOB Ty-
6epo3HoTO CKilepo3a ObUI BhISIBICHB ¥ 81 (61%) n3 131
manpeHTa. [To Tokanm3aly oHY Yaile OTMeYaIiuch B JI0O-
HbIX 1osax — y 39 u3 131, pexxe B BUCOYHBIX Y TEeMEHHBIX
noJsix —y 26 u 23 u3 131 cOOTBETCTBEHHO), e1lie pexe —y 16
u3 131 — B 3aTBUIOYHBIX A0sX. Jpyroii epBUYHBINA TTPU-
3HaK TyOEpPO3HOTO CKJIepo3a — CyOaTeHAMMAaIbHbIE Y3JIbl —
onpenensiica y 86 (65,7%) w3 131 mauumenTa. Takue mopoKu
Pa3BUTHSI TOJIOBHOTO MO3ra, KaK YaCTUUHAsT areHe3usl MO-
30JIMCTOTO TeJia, (POKaTbHbIE TUCTIA3UN KOPBI, IITU39HIIE-
damust v n1p., 66U BBIsIBIEHBI Y 38 (29,0%) manumeHToB.
MurpalMoHHbIe TpaKThl omucaHbl Toibko y 2 (1,53%)
neteit. CyOoamneHIMMabHbIe TMTAHTOKJIETOYHBIE aCTPOLIN-
TOMBI OBUTH BhIsIBIIEHHI Y 49 (16,2%) n3 303 0ombHBIX, y 39
MallMeHTOB OHM JUATHOCTUPOBAICH C OTHON CTOPOHHBI,
y 10 — OblTM ABYCTOPOHHUMU. YKa3aHHBIE acCTPOLIMTOMBI
MPENMYIIECTBEHHO BBISBISUINCH Y TIALMEHTOB U3 Mo-
ckoBckoit obnactu (n=13), KpacHomapckoro kpast (n=13)
n CaepmioBckoit obsactu (n=4). B octaabHBIX permoHax
¢ cyOaIMeHaMalIbHble TUTAHTOKJIETOYHBIE aCTPOIUTOMBI
Y MaLlMEeHTOB JINOO He BBISIBIISUTHCH, TMOO ObLTN TMarHOCTH-
POBaHbI B OTAEIBHBIX CITyJasiX.

Koxnble mposiBieHus. [WMONMATMEHTHBIE TISITHA
61T 06HapykeHbI y 201 (66,3%) u3 303 manueHToB, aH-
ruodudpomsl nua — y 89 (29,4%), ¢pubpo3Hbie GsIII-
ku —y 77 (25,4%), y9acTKU «IIarpeHEeBO» KOXU — y 47
(15,5%), oxononorreBble pudpombl — y11 (3,6%), mar-
kue pudpomer —y 22 (7,3%).

IMopaxkeHne BHYTpeHHUX opraHoB. O4YeBUIEH TOBOJIb-
HO BBICOKHWI1 TIPOLIEHT BBISIBJICHUS padmomMuoMm — y 134
(44,2%) w3 303; OHU BBI3BIBAJIM HapyIIIeHHE CEPAECYHOTO
putMmay 19 u3 134 nereii. Hu y onHoro naiueHTa ¢ padao-
MHOMaMHU He ObIJI0 OOHApYKEHO HapyIIeHWIl TeMOArHA-

Yucio nauueHToB B perucTpe

Pernon TIPOKUBaHUA

102 MockoBckast 06JacTh
8 KpacHomapckuii kpait
7 Pecnyonuka [arectan, Tynbckast oosactb, YyBalickas Pecriyoamka
5 Kuposckas obiaacts, PocToBckast 061acth, CMoseHcKass 00J1acTh
BpsiHckas obnacts, [1epmckas obaacts, Pecrydnuka bamkoprocran, Pecriyonuka Ka-
4 penusi, Pecriyonka Komu, Pecniyonuka Tatapctan, CBepuiioBcKasi 00JiacThb, YeueHcKast
Pecnybnuka

Bnanumupckast o6inacts, Mpkyrckas obaactb, KanuHuHrpaackas oonacts, Koctpom-
3 cKast obsactb, OpeHOyprckast 061acTh, [IpuMopckuii Kpaii, CTaBponoJbCKUil Kpait,
TromeHckast obaactb, YensiouHckast odaactb, SIMano-HeHelkuii okpyr

1-2

Anraiickuii Kpaii, AcTpaxaHcKasi 00JacTh, benropoackasi obaactb, Boarorpaackas

obnactb, Bonoroackas o61acth u ip.

Ilpumeuanue. B Tabnuiie He yKa3aHbl PErMOHbI, M3 KOTOPBIX HE ObLIO MAllMEHTOB, M YaCTh PETMOHOB, U3 KOTOPBIX ObLIO MO 1—2 nalueHTa.
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Tab6auya 3. YacToTa OCHOBHBIX CHMIITOMOB TYOEPO3HOIO CKJIEP03a MO JAHHBIM PETHCTPA B CPABHEHNH C JAHHBIMU JUTEPaTypbl (1=303)

OCHOBHbIE CUMIITOMBI

HpOIICHT ITaTE€HTOB
C CUMIITOMOM, 11O JaHHBIM

Yucao naureHToB
C CUMITOMOM, abc¢. (%)

JIUTEepaTyphr®
Dnuencus 263 (86,8) 85—96
HapyieHusi MUHTeIEKTYaJIbHOTO Pa3BUTHS 119 (39,3) 50
AyTuU3M 1 YepThl ayTU3Ma 34 (11,2) 17—68
W3meHeHus noseaeHus, Bkiaovass CIABIT 42 (13,9) bonee 50
Ty6epsl (n=131) 81/131** (61) 95—100
Cy06areHIuMabHbIE Y3JIbI 86/131 (65,7) 95-98
MurpaioHHble TpakThl (n=131) 2/131 (1,53) 30-95
Cy0aneHauMalIbHbIe TUTAHTOKJIETOUHbIE aCTPOLIUTOMbI 49 (16,2) 5-20
[monurMeHTHBIE TATHA 201 (66,3) 90
AHrnouOpPOMBI Juiia 89 (29,4) 47-90
Dubdpo3HbIe OIAIIKI 77 (25,4) 30
VY4acTKu «IarpeHeBoii» KOXK1 47 (15,5) 21-68
OKOJIOHOTTEBBIE (DHOPOMBI 11 (3,6) 19-52
Msirkue hudopombl 22 (7,3) 30
PaGmomuombl cepiia 134 (44,2) 20—60
AHTMOMMOTUIIOMBI 126 (41,6) 48—67
[Monukucros moyek 99 (32,67) 18—35
KaprnHoma mouku 1(0,33) 1-2
[Mopaxenue KEYNIOUHO-KHUIIEYHOTO TPAKTA (raMapTOMBI MEYEHU 38 (12.5) 2%
Y MOKETYIOUHOI XKeJe3bl)
TamapToMBbl ceTyaTKu 70 (23,1) 50

Ipumeuanue. * TIpUBOAUTCS AUATIA30H YaCTOT 1O AaHHBIM utepatypsl [ 1—3]. CABIT — cunapom aeduiinta BHUMaHUS U TUTIEPAKTUBHOCTH.

MUKHU. PabmoMUOMBI TTOABEPIINCH OOpATHOMY Pa3BUTHIO
v 4 marmeHTOB (HEBBICOKHI MPOIIEHT, TI0 BCEi BUIUMOCTH,
CBSI3aH C KOPOTKUM CPOKOM HAOJTIOIEHUSI B PETUCTPE).

AHTUMMOJIMIIOMBI TOYEeK ObUIM HaWaeHbl y 126
(41,6%) u3 303 mereit. OHU JTOKATU30BAINCH B OMHOU
MoYKe y 58 manueHToB, B ABYX moykax — y 68 (53,9%)
n3 126. MHOXeCTBEeHHbIE aHTUMHUOJIUITOMBI OTIpeIesisi-
ek y 60 (47,6%) u3 126 mammenrtos. [Iporpeccuposa-
HUe (yBeJIMYeHWEe B pa3Mepax M Yucjie) aHTUMUOIUIIOM
6610 oTMedeHo y 15 (11,9%) u3 126 6onbHBIX. [Tomm-
KHUCTO3 To4eK OblT obHapykeH y 99 (32,67%) u3 303
MaleHTOB, KaplIMHOMAa MOYKHW — y OJHOTO TMalueHTa.
IMoueyHast HeZOCTAaTOYHOCTh 3aperMcTpupoBaHa y 4
OOJIBHBIX, apTepuabHas TUIIEPTOHUST — Y 3, KPOBOU3-
JINSTHUE B TIOYKY — Y OJTHOTO.

IMopaxkeHus KeJyTOYHO-KHUIIIEYHOTO TpaKTa B OC-
HOBHOM 3aKJIIOYaJINCh B HAJIMYMU y TIALIMEHTOB TaMap-
TOM TIeYeHU U TIOIKETyI0YHOM Kese3bl — y 38 (12,5%)
60s1bHBIX. DUGPOMBI POTOBOI TTOIOCTH U Je(PEKTHI IMATIN
3y0OB He 3apeTUCTPUPOBAHBI HU Y OMHOTO MalieHTa (He-
CMOTpS Ha HAJTMYME 3TOTO CUMIITOMA B KapTe).

YactoTa ramMmapTom cetdatku coctaBuia 23,1% (y 70
u3 303).

Ocrannch He3aIMOTHEHHBIMU pa3iesibl, UMEIOIINE OT-

HOIIIEHUST K TIOpaXkeHWI0 KOCTHOU TKaHW U JTMM(baHTHIO-
JIEHOMMOMATO3y, HU Y OJHOTO M3 TMaIlMEHTOB HE OKa3a-
JIUCh 3apETUCTPUPOBAHHBIMU 3TU CUMIITOMBI.

Bospacm evisenenus nepeuunbix cumnmomos Tyo6epo3-
HOTO CKJIEpO3a BaxKeH, TaK KaK MO3BOJISIET CYIUTh O CBOE-
BPEMEHHOCTH JMAarHOCTUKU 3abojieBaHMsl. Bospact
JMUAarHOCTUKKU CUMIITOMOB, KOTOpBIE MOSBISIIOTCS paHo,
MpuBeIeH B Ta0JI. 4.

JlaHHBIE O BO3pAaCTe BBISIBJICHUSI CYOATTeHINMAabHBIX

YNCNO NaUMNEHTOB C YCTAHOBJ/IEHHbIM

ANArHO30M
2
24
0-2roga
W 2-6 net
69
7-14 net

M 18 net u cTaple

Pucynox. Pacnpenenenne OOJBHBIX TYOEpO3HBIM CKJIEPO30M
(n=138) no Bo3pacTy ycTaHOBJIEHHS TUATHO3A.
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TUTAaHTOKJIETOYHBIX aCTPOIIMTOM €CTh y 28 13 49 maiueH-
TOB C 3TOI OMYXOJIbIO: Y 4 MAllEeHTOB OHA OblJIa TMAarHO-
CTHpOBaHa B BO3pacTe okoJio 2 jietT, y 14 — no 12 Jner, T.e.
y OOJIBIIMHCTBA — B IETCKOM BO3pacTe. AHTUMUOTUTIOMbI
TakXe BBISIBISUTUCH PaHO (MMEIOTCST CBEIACHUsI, Kacalo-
muecs 42 u3 126 nauyeHToB) — OT 4 10 13 neT (cpeaHuii
BO3pacT IMarHOCTUKM 5,8 rona).

Medukamenmo3Hnvie U HemMeOUKAMeHMO3Hble Mepo-
npusmus. B perncTpe ecTh HaHHBIE O Ha3HayaeMbIX
AHTUBTIMJIENITUUECKUX TIpemnapatax y 97 TalueHTOB.
IIpeBanupoBan BaiabmpoaT, Ha3HayeHHBI 58 00Jb-
HbIM. Burabarpus nosyvyanu 12 naiMeHToB, Kapbama-
3enMuH — 9, NeBeTHpaneTaMm — 8, Tomupamat — 9, oK-
ckapb6azenuH — 3.

B peructp 06111 BBeIcHBI TaHHBIE 7 MAIIUEHTOB B BO3-
pacte ot 2 mo 20 sieT, moaydarommx 3Beponumyc. [Toka-

3aHMeM K Ha3HAYeHUIO 3BEPOJMMYca Y BCeX MallMeHTOB
ObLJIO HaIMYME CYO3TMEHANMATbHBIX TMTAHTOKJIETOYHBIX
acTPOLIMTOM, BCE TALMEHTHl MMEIU aHTUMUOJIUIIOMBI.
Jlo3a aBeponmmyca coctapisiia 7,5—10 MT 1 TOIBLKO Y O -
Horo mauueHTa — 15 mr B cytku. CyauTh 0 TMHAMUKeE
pa3MepoB CYO3TEeHIUMATbHBIX TMTAHTOKJIETOUHBIX aCT-
POLIUTOM UM aHTUMMOJIUIIOM, a TaKKe O TMePEeHOCUMOCTH
MperapaTa ToKa He TPEACTaBIsSIeTCS BO3MOXHBIM, TakK
KaK 3TH pas3ziesibl 3aMOJHAINCH HETOCTATOYHO XOPOIIIO.

Heitpoxupyprudueckast omepamnusi o TOBOAY CyO-
SMEHANMATBHBIX TMTAHTOKJIETOUHBIX aCTPOLIMTOM ObLTa
npoBeneHa 9 marreHTaMm. OMO0IN3AIMK TTOYSUHBIX apTe-
puii He 6bL10. [Touka ymajaeHa y oqHOM allMeHTKH M3-3a
pPETPOTNIEPUTOHEATBHOTO KPOBOUBIUSHUS.

Jlemanvhbie ucxodvt. 3apUKCUPOBAHBI 2 JIETATLHBIX
ncxona. IprmuuHBI MX (KaK BO3MOXHBIE MEePEYNCITICHBI

Tabauya 4. Bo3pact, B KOTOPOM Y NALHEHTOB 0OHAPYKHUBAIUCH THIOMUTMEHTHbIE MATHA U PA0IOMHOMBI Cepia

JlaHHbIE ecThb/

Bospact o6HapyxXeHust

(n=132)

Cumnrom <1 mec <6 mec <12 mec
JAHHBIX HET
Yuco gereit, abe. (%)
[unonurMeHTHBIE
e (re211) 102/109 33(32,4%) 59 (57,8%) 66 (64,7%)
B O RO @) 79/53 21 (26,6%) 30 (37,9%) 34 (43,0%)

mu B renax 7.5CI1u TSC2 (n=78)

Tabauya 5. ComocrapiieHne 4YaCTOThI KIMHAYECKHX CUMIITOMOB Y MANMEHTOB ¢ TY0epO3HbIM CKJIEPO30M, 00YCIOBICHHBIM MYTALIS -

OCHOBHbIE CUMITTOMBI

YucIio NalmueHToB ¢ MyTaluei
B reHe T.SC2 (n=46)

Yuco nauyMeHToB ¢ MyTaluei
Brene 75CI (n=32)

Dnuiencust

Cunapom Becra

PesncreHTHAs SMIencus

ITpucTynbl OTCYTCTBYIOT

Hapy1ieHust M”HTeIeKTyaIbHOTO Pa3BUTUS
YMcCTBEHHast OTCTaIOCTb:

AyTHU3M U YepThl ayTU3Ma

WM3meHeHus1 moBeaeHust

Ty6epbr

Cy0aneHauMaabHbIe Y3JIbl

COIA

TunonurMeHTHBIE MSITHA

AHTr1Mo(uOpPOMBI 1A

DuOpo3HbIE OISAIIKKI

PabnomuoMbl cepania

AHTMOMUOIUTIOMBI

TMonukucTos movyexk

TTopaxeHune KeryT0YHO-KUIIIEYHOTO TpaKTa

TamapToMBI ceTyaTKK

24 39
8 18
12 17
16 22
20 27
5 5
8 6
6 11
9 16
9 14
10 10
22 25
8 8
8 9
21 30
18 23
13 20
4 3
9 14

Ilpumeuarue. COTA — cy0arieHIMMaIbHbIE TUTAHTOKJIETOYHbIE ACTPOLIUTOMBI.
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SMUJIETITUYECKUI CTaTyC, CyO3IMeHAMMalbHbIe TMTaHTO-
KJIETOYHBIE aCTPOLIMTOMBI, PETPOINEPUTOHEATbHOE KPO-
BOMBJIUSIHUE, TIOYeYHass HEeIOCTAaTOUYHOCTb U JMMaH-
ruoJieiioMroOMaTo3) B KapTax He yKa3aHbl.

Kaunuko-eenemuueckue xoppeaayuu. bblia mpoBeieHa
MOTTBITKA TIOMCKA 3aBUCUMOCTM TSDKECTM TEUEHMST TyOe-
PO3HOTO CKJIEpO3a OT JoKaIu3aly MyTtaiuu B reHax 7.5C7
nmm TSC2. CpaBHMBaJIaCh 4aCTOTa BCEX KIIMHUYECKUX 1 pa-
JIMOJIOTUYECKUX CUMIITOMOB, TIPUBEIEHHBIX B Tabj. 3. Pe-
3yJIBTAaThl COTTOCTABJICHUSI TIPEICTABICHBI B Ta0JI. 5.

Hawm He ynanoch BBISIBUTH JOCTOBEPHBIX KIMHUKO-
TEHETUYECKUX KOPPEIsIUii, YTO, BEPOSITHO, 00YCIIOB-
JIEHO MaJIbiM 4yuciaoM HabmwoaeHui. Kak TeHaeHINIO
Mbl MOXEM OTMETUTh HECKOJIbKO OOJIbIIYI0 YacTOTYy
nH(paHTUIBbHBIX cna3mMoB (cuHapoma Becta) mpu Ty-
0epOo3HOM CKJIepo3€e, OOYCIOBJIEHHOM MyTallMel reHa
TSC2 (39,1% nipotus 25%).

00cyxaeHue

Peructp navan 3anonnsitbest B Havane 2014 . Tybe-
PO3HBII CKJIEPO3 OTHOCUTCS K Tpyrine penkux (opdaH-
HBIX) HACJIEACTBEHHBIX 3a00JI€BaHUI1, [TO3TOMY B TEUCHUE
1,5 neT HaMm ynajnoch BHECTU B HETrO AaHHbIE TOJNbKO 303
MaIMEeHTOB, YTO COCTABIISIET OKOJIO 4,3% poccuiickoii mo-
MyJITIUNA OOJBbHBIX (TIPOLIEHT OlleHEH OPUEHTUPOBOYHO,
WUCXOAS U3 HaHHBIX JINTEPATYphl O PacIpOCTPaHEHHOCTH
TyOepo3HOro cKiepo3a). Hebosbllioe 4ncio BKIIOUEH-
HBIX MAIlMEHTOB HE TTO3BOJIMJIO BBISIBUTH PENKHE CHM-
NTOMBI 3a00JieBaHUS — JMM@aHTHOIeIOMIOMATO3, Te-
MHTUTIOTPO(UIO, CEKPETUPYIOIIYIO afeHOMY TUImodusa,
raMapTOMBI JXeJIyIKa U Ap., YTO SBISIETCS OMHOM U3 TOJI-
TOBpEMEHHBIX IieJieil peructpa. CKopee BCero, paHbIie
Ha 3TU BOTIPOCHI OTBETUT MeXKIyHapOIHBIN PETUCTD TY-
0epO3HOTO CKJIepo3a, B KOTOPHIH BKItoueHB! 2000 mamm-
eHToB 13 31 cTpaHbl, B ToM uyucie uz Poccun [4].

B Ham peructp BHOCWINCH JaHHBIE TOJBKO MalieH-
TOB, OOpAIABIINXCS 32 KOHCYJIBTAlIMEe WA TOCTTUTAN-
zauueit B HUKHW nenmarpuu. Xorss HUKHW nenmarpuun
siBsieTcsl  (penepasibHOM MENUITMHCKOW OpraHM3aluei,
HEOOXOIMMO OTMETHUTD, YTO 3HAUMTENIbHAS YacTh MalueH-
ToB peructpa — 102 (33,6%) n3 303 manmeHTOB; WX TTPO-
xuBatoT B MockBe 1 MockoBcKoii obmactu. Hebombioit
CPOK BeJICHUST PETUCTpa U YIATIEHHOCTh TTPOXKUBAHUSI Tia-
LIMEHTOB JealoT 3aTPYJIHUTEIbHON OLEHKY TWHAMMKU
CUMITOMOB. B peructp BHeceHbI AMHAMWYECKHUE ITOKa3a-
Tenn (MI3MEHEHMST YaCTOTHI TPUCTYIOB B IMHAMUKE, U3Me-
HEHUE pa3MepOB aHTUOMUOJUIIOM M CYO3TeHIUMATbHBIX
TMTAaHTOKJIETOYHBIX aCTPOILIUTOM, TIIOIIAAb aHTHODHOPOM
JINIIA), HO BBUIY PEIKUX BU3UTOB 3TU pasesibl 3aTTOJTHEHBI
TOJIBKO Y OTIETbHBIX TTAIMEHTOB. OrpaHUYNBAET BO3ZMOX-
HOCTHM PETUCTpa M TOT (haKT, YTO Hallla KIMHUKA SBIISIET-
cs TIeMUaTPUIECKOMR, MMOTOMY OGOJIBIITMHCTBO MAIlUEHTOB
JIeTH, a He B3pociibie (cooTHoIeHue 2,8:1).

Eme omHoit mpoOGiemoit, CBSI3aHHOW C PErucTpoM,
SIBIISIETCS] PEIKOCTh TEHETUYECKOTO 00CIIeTIOBAHMS TTall-
eHToB. OOpaliiaeT Ha ce0s1 BHUMaHUE, YTO TEHETUYECKOE
TOATBEPXKIEHNE IMAaTHO3a UMEETCS TONBKO Y '/, alueH-

TOB, BHECEHHBIX B peructp. [lymaem (HaBepHO 00 3TOM
MOXHO TOBOPUTD YTBEPAUTEIBHO), YTO B 1IEJIOM IO CTpa-
He CUTYyallMsl ¢ TEHeTUIECKOM JMArHOCTUKOMW elle XyXKe,
yeM B MockBe 1 MockoBckoit obiactu. Hackonbko Ham
W3BECTHO, OecIiaTHast MOJIEKYJIsSIpHAsi TUArHOCTUKA Ty-
6eposHoro ckieposa B Poccuiickoit Denepaniiu oTcyT-
CTBYeT. Buammo, moaToMy HaCTOJILKO HU30K TIPOLIEHT Ce-
MEHBIX CJTydaeB B HaileM peructpe (Bcero 11% mpotuB
'/, Bcex GOJTbHBIX MO TaHHBIM JIMTEPATYPHI), TaK KaK 60JTb-
IIMHCTBO POAMTEJICH MallMeHTOB He o00ciemoBaHbI [2].
ITo maHHBIM JTUTEPATyphI, CPeAHEE COOTHOIIEHUE MyTa-
uuii B reHe 7SC2 x reny TSCI cocrasnsier 3,4:1, T.e. My-
TalliM B TeHe TyOeprHA BCTPEUaloTCsT MPUMEPHO B 3 pasa
yalle, yeM B reHe ramaptuHa [6]. [To maHHBIM Halero
perucTpa, 3To COOTHOIIeHNe cocTaBuiao 1,59:1. BaxxabiM
BBIBOJIOM W3 BEIEHMS HAIIETO PErucTpa SIBISIETCS TOT,
YTO B TOMYJISIIUM POCCUMCKUX TIAIIMEHTOB HE YIAIOCh
HalTH Te MyTallM, KOTOPBIE OMTUCHIBAIOTCS KaK HauboJiee
YyacThle B MEXIYHAPOIHBIX UCCaenoBaHUsIX. OrpaHueH-
HOCTb T€HETUYECKUX WCCIeIOBaHWII He TTO3BOJIMIA BbI-
SIBUTh KJIMHUKO-TEHETMUECKUX KOPPETSIINIA, XOTSI CUUTA-
€TCSI, UTO TyOEPO3HBIN CKIIEPO3, BHI3BAHHBIN MyTALIMSIMU
rena 7.SC2, mporekaer TstKkenee [1—3].

HunarHo3 TyOepo3HOro ckjepo3a OblT YCTaHOBJIEH
B miepBble 2 rofa Xu3Hu y 41% marmeHTtos (y 69 u3 135),
Yy OCTaJIbHBIX — B OoJiee crapiieM Bo3pacrte. TonbKo y 4
JieTeil IMarHo3 ObLT 3aITOA03PeH B HEOHATATbHOM TEPHO-
Jie 1o (hakTy HaTM4usl pabmoMuoM. MoxkeM JTi TTprU3HaATh
TaKyl IMarHOCTUKY cBoeBpemeHHOM? [lpencrasisiercs,
YTO HEeT. Mbl He MOXXEeM BbUICUUTh TYOePO3HBIN CKIIEPO3,
HO MBI B COCTOSTHUU CYIIECTBEHHO OOJIETYUTh €ro Teue-
Hue. M3BeCcTHO, YTO WHTENJIEKTyadbHble HapyIIeHUS
Mpu TyOEPO3HOM CKJIEpo3e B MEPBYIO OUYepeb CBSI3aHBI
C pa3BUTHEM Yy pebeHKa TSIKENIOM KaTtacTpopuyecKoi
SMWIECNITUYECKON dHIedaronatuy — cuHapoMa Be-
cra. MokaabHbBIE SMUICTICUN TIPU TyOEPO3HOM CKIIEpO3e
Yy MaJIeHbKUX JIeTel TaKKe CKJIIOHHBI TTPOTEKaTh KaK 31 -
nentudeckue aHiedanonarun [7]. Umeercs psin pabor,
MOKa3bIBAIOIINX, YTO paHHee (Ha dTarle MOSBICHUST D11 -
JIeNTU(OPMHBIX pa3psiioB) Ha3HauyeHHWe BUTabaTpUHA
MPUBOIUT K TOMY, UTO Y MJIaZICHLIEB HE pa3BUBAETCS CHH-
npoM Becta m oHU B JajibHeiIIeM He UMEIOT 3aIepKKU
ncuxopevyeBoro paszButusi [7]. [losatomy uyem paHblie
MBI BBISBUM TyOEpO3HBIH CKJIEpO3, TEM JIydIiie OyaeT Mpo-
THO3 Pa3BUTHS Y HAIIIMX MALIUEHTOB.

JuarHoctuka Tyoepo3Horo ckieposda y 60% maum-
€HTOB TIOCJIe JBYX JIET CBUAETEIBCTBYET O HEIOCTATOU-
HOM BHMMaHUHU Bpauell K 3ToMmy 3abojieBaHuto. Ha 3T0
JKe YKa3bIBaeT M JOCTATOYHO TO3HEe BBISIBJICHUE THUTIO-
MUTMEHTHBIX TIATEH U pabJOMUOM — OHU TIPUCYTCTBYIOT
Y HOBOPOXIEHHBIX, a pabJOMUOMBI MOXHO JUArHOCTH-
poBaTh npeHaTaabHO [2]. B TO ke BpeMsi Mbl XOTUM 00pa-
TUTh BHUMaHHe Ha JOBOJbHO PaHHHME CPOKU BBISBICHUS
MOYEYHOI MaTojoruu (0KOJ0 5 JIeT), YTO CBUAETEbCTBY-
€T 0 JOCTATOYHOM HaCTOPOKEHHOCTH B OTHOIIEHUHM TTO-
YEeYHOM MaTOJOTUY TIPU TyOEPO3HOM CKIIepOo3e.

HexoTopble HECOOTBETCTBHS IO YaCTOTE OTACIBHBIX
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KJIMHUYECKUX CUMIITOMOB, TIO JAaHHBIM HAIlleTO pPeru-
CTpa U CBEIEHUSIM JIMTepATyphl, Cpa3y OpocaroTcs B I1aza
(cM. Tab1. 3). MOXHO BBIIEIUTH HECKOIBKO MPUYMH:

1. BospactHoii cocTaB MalMEHTOB, BKJIIOYEHHBIX
B PETUCTp, ¢ TIpeodiafaHueM B HEM JIeTeil. XOpoIlo u3-
BECTHO, YTO MHOTME CHUMIITOMBI TyGEPO3HOTO CKIIepo3a
TOSIBJISIIOTCSI Y JIETei 1IKOJIBbHOTO BO3pacTa, MOJAPOCTKOB
Y MHOTJIA Y B3POCIBIX. Y B3POCIBIX KEHIIWH Pa3BUBACTCST
JMMGpaHTUOIEOMUOMATO3, OKOJIOHOTTEBbIE (HPHOPOMBI
TTOSIBIISIIOTCST HA BTOPOM JECSITUICTUU SKU3HU, YacToTa
oOHapyXeHust aHTHo(UOPOM JIMITIA SIBHO YBEIUIMBACTCS
1o Mepe B3pocJieHus nauueHTa [1, 2].

2. HecoOmoneHue ctaHmapToB oOCJIeOBaHUS M Ha-
OsitoIeHUS IeTel ¢ TYOEPO3HBIM CKJIEPO30M, a TAKXKE He-
COBEPIIEHCTBO OTIAEIBHBIX METOIOB TUArHOCTUKU. JlaH-
Hbie 00 MPT rojioBHOro Mo3ra nprucyTCTBOBaIM B KapTax
tonmbko 131 (43,3%) mu3 303 maumenTtoB. Kpome TOTO,
HU3Kasl 9acTOTa OOHApYKeHUS] MUTPAIIMOHHBIX TPAKTOB,
B MEHBIIIE CTETIEHW TyOepOB U CyO3TNeHANMATbHBIX y3-
JIOB, OOBSICHSIETCS B TIEPBYIO OUepelb HU3KOM pa3perai-
IIEi CIMOCOOHOCTBIO OONIBITMHCTBA TOMOTrpadoB (3aya-
ctyto oHa meHee 1,5 T).

OcobeHHO OpocaeTcsl B Ila3a HM3Kasi 4acToTa Hapy-
IIEHWIA TTOBEICHUST U ayTU3Ma, 4TO, IO BCEeil BUIUMOCTH,
CBSI3aHO C PEAKOCTBbIO KOHCYJIBTALIMA HAaHHOW TpPYyMITbI
MaiMeHToB y TicuxuaTtpoB. [IpobGiemMa HemocTaTOYHOM
JMMArHOCTUKM TICUXMATPUYECKUX HapylIeHW KacaeTcs
He TOJIBKO Halllelf cTpaHbl. B MexXXmyHapoIHOM TpaKTUKe
cunTaercs, YTo MeHee YeM 20% TaIMeHTOB ¢ TYOSPO3HBIM
CKJIEPO30M aJIeKBAaTHO OOCIIEYIOTCST Ha TIPEAMET HATMIUST
9TOM Tatosioruu [8]. Bpaun HacTOJNBKO 3aHSITHI TOTEHIIM -
abHO XM3HEOMACHBIMU TPOSIBJICHUSIMA  (CYIOPOTaMU,
CyO3MEeHINMATbHBIMU TUTAHTOKJIETOYHBIMM  aCTPOLIMTO-
MaMH, TTOYEYHOM TTaTOJIOTHE ), YTO He 0OpaIaloT BHUMA-
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OPUINHAJIbHBIE CTATbU HEBPOJIOInsi

HUS Ha YepThl ayTM3Ma, CUHIPOM JAeduiTa BHUMAaHMS/
TUNEePaKTUBHOCTU, arPECCUBHOE MOBEIeHNE. DTO B KOPHE
HeMpaBUJIbHO, TaK KaK TaKWe CUMIITOMBI CYIIECTBEHHO
HapyllamT COLMAIbHYIO afanTaiuio aerei [§].

3. He3HaHreM HEOYEBUIHBIX MPOSIBJICHUI TYOEpO3HOTO
ckiieposa. st oOHapyXeHuUsl MOpaXkeHUsI KOCTHOM TKaHU
HEOOXOIUMO TPOBEJEHUE PEHTIEHOJOTMUYECKUX UCCIEN0-
BaHMIA JJTMHHBIX TPYOUaThIX KOcTel. Buanmo, BBUIY Oosce
CePbe3HBIX HEBPOJIOTMYECKHUX M COMATUIECKMX CUMITTOMOB
5T UCCITEIOBAHMS He CYMTAIOT HY>KHBIM Ha3HAYUTb.

3aknovyeHue

[lepBble MaHHBIE aHATTM3a PETUCTPA MMAITUECHTOB C TY-
OCPO3HBIM CKJIEPO30OM TITO3BOJISTIOT OILIEHUTH YacTOTY,
BO3pacT MaHM(peCTalluN XapaKTePHBIX CUMIITOMOB TYy-
0epo3HOro ckiiepo3a (KOXHBIX TPOSIBACHUM, BMUJIEN-
TUYECKUX TIPUCTYIIOB, PaOIOMHOM CepMIlla, TUTAaHTO-
KJIETOYHBIX aCTPOLIMTOM, aHTUMUOJUTIOM TTOYEK U Ip.).
K coxaneHnuto, Apyrve 3amayu peructpa (BbISIBICHUE
pPEIKUX CHUMIITOMOB, OTIpele/ieHue KOMOPOUTHOCTH
TyOEepO3HOTO CKJIepOo3a, XapaKTepa MeIuKaMEHTO3HBIX
1 HEMEIWKAMEHTO3HBIX BMEIIaTeNIbCTB, 3G (MEKTUBHO-
CTU M TIEPEHOCUMOCTH 3BEPOJIMMYCa) TMOKa He BBITTON-
HEHBI U TPeOYIOT OOJIBIIIETO YMCTIa 3aPETUCTPUPOBAHHBIX
PETUCTPOM TMAITMEHTOB ¢ OoJiee ITUTSIBHBIM TIEPUOIOM
HaOmoneHusi. OcTaeTcss HESICHBIM BOIIPOC, SIBJISIETCS
JIM OTCYTCTBME KIWHUKO-TEHETHMYECKUX KOPPEISLIit
0COOEHHOCTBIO POCCUMCKON TOTYJISIINN WIIA 3TO CIIe]-
CTBHE MaJIOTO YK CJIa TPOaHAIM3UPOBAHHBIX MTAIIUEHTOB.
Peructp HarIsimHO TEMOHCTPUPYET MPOOJIEMBlI C IHa-
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