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nuiiencus — reteporeHHas rpynna 3abonesaHuin.

13BECTHO, 4TO aNUNenTUYeCcKe NPUCTYNbl 4acTo

pa3BMBAOTCS NMPU MHOTUX (DOPMax HacneCTBeH-
HOW MaTonornm, BKJOYas MOHOrEHHble 60NEe3HU, XPO-
MOCOMHbIE CUHLPOMbI, XpOMOCOMHbIe abeppauun, Ha-
CnefcTBeHHble 605e3HM o6meHa (Prasad A.N., Prasad C.,
2008). NMouck B OMIM (Online Mendelian Inheritance in
Man) nossonset HanTu okosio 800 3a6osieBaHN U CUH-
LPOMOB, OLHMUM W3 NPOABJIEHUA KOTOPbLIX ABNAKTCA
anunenTu4Yeckune NpucTynbl (6€3 yyeta MANONaTU4eCcKnX
dopm anunencun). B aTux cnyd4asax anunencus 06bI4HO
[e6loTnpyeT B AETCKOM BO3pacTe, PacLeHnBaeTCcs Kak
cuMnTomaTtmyeckas, 1 60bLIOe 3Ha4eHne npuobpeTaer
NOATBEPXXAEHWE AnarHo3a Hac/ieACTBEHHOr 0 3ab0neBa-
HWS, OCHOBAHHOE Ha BbISIBIEHNMN KOMMJIEKCA XapakTep-
HbIX KIIMHWYECKNX NPOSIBEHNA U MPUMEHEHNUMN TEHETM-
4eCKNUX MeTOA0B nccnefoBaHns. 3T0 0CO6EHHO BaXKHO B
CBA3M C pa3paboTKOi U BHeAPEHUEM B KIIMHUYECKYIO
NPakTUKY cneymnanbHbiX METOA0B M NOAXOA0B K Tepanum
3a60/1eBaHNIN JAHHON rPpynnbl.

OCHOBHbIMK Tpynnamu HacneAcTBEHHbIX 3ab0feBa-
HUI, CONPOBOXAAKLMNXCA CUMNTOMATUYECKON anunen-
Cven, aBNAKTCA:
dnunencus, accouMnpoBaHHas C XPOMOCOMHbIMU
HapylweHuamu: cuHgpombl JlayHa, AHrenbmaHa,

Bonbga-XupLixopHa, noMKoi X-XpOMOCOMbI, KOSb-
ueson 14 n 20 xpomocom u ap.;

Anunencusa Nnpy NOpoKax pa3BUTUS rOJIOBHOIO MO3ra
(c manbdopmaumnamMu Kopbl): TY6EepO3HbIA CKIepos,
NMccaHuedanus, nONMMUKPOTrUpus n ap.;
MoHoreHHble 60M€3HW: HaceACTBEHHble 6051e3HU
o6MeHa, fereHepaumumn, NporpeccupyoLlne MnoKo-
HUYecKue anunencum n ap. ;

MwuToxoHapuanbHble 60ne3Hn (cuHppombl MERRF,
MELAS, Jln, Anbnepca-lyteHnoxepa).

HacToTa BCTPEYaEMOCTW 1 0COOGEHHOCTU NPOABIIEHUIA
3Nuencum Npu HeKOTOPbIX XPOMOCOMHbIX CUHAPOMAX
npuBeeHsbl B Tabnuue 1.

MoHoreHHble 601e3HM, ABMAACL PeAKUMMN NATONOMMN-
4eCKUMW COCTOSAHUAMMN, NPEeACTaBNSAOT 60MbLIYI0 reTe-
POreHHYI0 rpynmny mMetabosinyeckux 1 LereHepaTuBHbIX
3a6oneBaHuin. HEKOTOpPbIe U3 HUX XapaKTepu3yTcs Tu-
NMUYHLIM peHOoTUNoOM. Ho MHorvne HacnencTBeHHble 60-
ne3Hun 06MeHa He UMEHT OTNINYUTENbHbIX KINMHUYECKNX
NMPU3HAKOB, B HEOHATA/IbHOM 1 MJ1a[leH4YeCKOM BO3pacTe
CMMNTOMbI HecneunuyHbl (3agepxkKa Guanyeckoro
Pa3BUTMS, HAPYLIEHMST BCKAPMJIMBAHUSA, 3NN304bl COH-
NMBOCTU U BANOCTK). OHM MOryT NPOTEKATb N0OJ «Macka-
MU» Opyrux 3abonesaHuin (3anunencus, nepuHarasnbHas
naTtonorus, HemponHMEeKLUnsa), 4To BeAEeT K NOCTAHOBKe

Cunapom YacToTta anunencuu, % XapakTep npucTynos

Cuuapom [ayHa 5-10 NHdaHTUNbHbIE CNadMbl, MUOK/TOHNYECKUE, MPOCTbIE U CMOXHbIE
dooKanbHble, reHepann30BaHHbIe TOHUKO-KJIOHNYECKUue

CrvHApOM NOMKOIA 15-45 O9P[, npocTblie dooKanbHble (MOTOPHbIE), BTOPUYHO-

X-XpoMOoCOMbI reHepann3oBaHHbIe

CuvHapom AHrenbmaHa 90 NHgaHTUNbHbIE CMadMbl, FreHepann3oBaHHble TOHMKO-K/TOHNYeCcKue,
aTOHNYecKune, aTUNUYHble abCaHCbl, MMOKNOHUYECKIE, CTOXHbIE
droKanbHble

CvHapom Bonbda- 80-90 NHbaHTuNbHbIE cnasmbl, hebpunbHbIe Cygoporu,

XupLixopHa reHepann3oBaHHble TOHUKO-KJTOHWYECKUE, anbTepHUpYoLLne
reMUKOHBYbCUN

Cungpom Munnepa-Aukepa 90 NHdaHTUNbHbIE CMAa3Mbl, MUMOKITOHUYECKMNE, FTeHepain30BaHHbIe
TOHWYECKNEe CMa3mbl, MPOCTbIE 1 CNOXHbIE POKaNbHbIE, BTOPUYHO-
reHepann3oBaHHble, aTUMNNYHbIe a6CaAHCBI

CuvHapom PeTTa 70-80 [eHepann3oBaHHbIe TOHUKO-KIOHNYECKIE, MUOKITOHNYECKNE,
NPOCTble U CNOXHble (POKanbHbIe, abBCaHCbI

TaGnauna 1. DIUIETICHs TPH HEKOTOPBIX XPOMOCOMHBIX CHH/IPOMAX.
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SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMA

HeoHaTanbHblit/paHHuit
MNafieH4YecKum

Mo3aHnin MnapeHyYeckui/
MNajLWwuii AeTCKUIA

Crapuuuii feTckuin/Monopoi B3pocnbin

MupnaokcuH3aBUcKUMas anunencus
(PDE), necpnumt nupnaokKcammH-5'-
docdatokcuaasbl (PNPO)

Te4eHnem

PDE/PNPO ¢ 6onee Msirkum

HOecounuynt CoQ10

BpoXXeHHble HapyLleHuns
rnukosunuposaruns (CDG)

BpoXXeHHble HapyLeHus
rnukosunuposaruns (CDG)

Mporpeccupytoune MUOKNOHYC-3nnencum —
6onesHn Jlagopa, YHpeppuxTta-JlyHaéopra

BpoXXAeHHbIN HEMPOHANbHbIA LLePOUAHbIN
nunodycunHos (HLJT)

NHdaHTUNbHbIA/NO3OHNIA
NHaHTUNbHBIA HLTT

HOBeHUbHbIA HLJT

Hedunumnt 6MOTMHMAASDI

MwuToxoHapranbHble 6051€3HN,
BKJIt0HasA CMHAPOM Anbnepca

Cungpom MERFF

HedekT nepeHocyuka rntokossl 1 (GLUTT)

[aHrnno3npgos/cnannaos

CuHgpom MELAS

HekeToTnyeckas runeprimunuHemMus

HapyLieHns cuHTe3a KpeaTuHa

MuToxoHApUanbHble 6051€3HU, CBA3AHHbIE
C MyTaunsMu SAepHOro reHa nonnMepasbl-
ramma (POLG)

HapyuweHunsa 6nocunHTesa cepuHa

laHrnno3npo3 GM2 ¢ no3gHUM Havyanom

Hedunuunt KohakTopa monubaeHa,
aeuunt cynb@uT-oKCcKMaasbl

bonesHb Mowe, Tun lll

[lepoKCUCOMHbIe 60ME3HM

[MepoKCUCOMHbIe 60ME3HN

bone3Hb MeHkeca

bone3Hb HumaHHa-lNnka

Ta6auia 2. Bo3pact MaHU(ECTAIINN STUIETICUH TPH MOHOT€HHBIX GOJE3HSX.

HenpaBuUibHbIX OMArHo30B. BoapacT MaHudectauuu
3Nunencum npu psage MOHOreHHbIx 60J1e3HeNn nNpescTas-
JieH B Tabnuue 2.

HacnefcTBeHHble HellpoMeTabonuyeckme 3aboseBa-
HUS B GONbLUIMHCTBE Cry4yaeB AeOHTUPYHOT B AETCKOM
BO3pacTe, cONpoBoXAaarTca nopaxxeHnem LHC, B T4. ¢
pas3BUTUEM CUMNTOMATUYECKUX (DOPM  3NuUencuu,
OCJOXHEHHbIX anunentTuyeckum ctatycom (3C). 3C npu
HelipoMeTabonmyeckux  3abosieBaHUAX  COCTaBnseT
15,7% ot BCcex cny4vaes ge6tota 3C B MnageHYeCKOM 1
paHHem feTckom Bo3pacTe (Ao 3 net). OcobeHHOCTAMU
3C npu HelipomeTabonmnyecknx 3ab6oneBaHnAxX SBNAOT-
cs (XonuH A.A., 2010):

— 3C cKNoHeH K hapmMaKkope3NCTEHTHOCTY 1 MPOrpec-
CUPOBAHNIO, HECMOTPA Ha afJekBaTHY MPOTUBO-
CYLOPOXHYIO Tepanui, U camum 3Tu 3abosieBaHus
4acTO CKJIOHHbI K HEYKITIOHHOMY MPOrpeccupoBaHuio
BNJIOTb [0 JIETANbHOMO UCX0a;

— [lpemmyuiecTBeHHO Heknaccuyeckne gopmbl IC —
MUOKITOHNYECKWIA, CEPUIAHBIX TOHUYECKUX CNa3mMOoB 1
ManbIX MOTOPHbIX NPUCTYNoB, 3C anbTepHUPYHOLLNX
reMUKOHBYJIbCUIA;

— TloBbIWEHHAA CKJTIOHHOCTb K arrpasauuy anunenTu-
4YeCcKMUX MpUCTYnoB U npoBoKauuu camoro 3C nop
BO3/eNCTBMEM aHTUINUNENTUYECKUX NPenaparos;

— [lpn BO3MOXHOCTU 3aMeCTUTENIbHOW Tepanunm —
ObICTPbIV NO3UTKUBHBIA OTBET (HAaNpuUmep, yXo[ CyLo-
por B NepBble CYyTKN Ha3HA4YeHNa 6MOTUHA Npu aedu-
LuuTe 6UOTUHMAASbI).

K 4ucny Hanbonee pacnpoCTPaHEHHbIX MOHOTEHHbIX
3a00M€eBaHNii, CONPOBOXAAKLINXCA CUMNTOMATMYE-
CKOWi anunencuemn, 0THOCATCA HEMPOKOXHbIe 3aboneBa-
HUS (Ty6epo3HbIii CKJIepo3, Henpodmbépomaros, CUH-
apom LTypre-Be6epa n gp.). Komnjekc Ty6epo3Horo
ckneposa (TC) — 3aboneBaHne ¢ ayTOCOMHO-AOMUHAH-

THbIM TUMOM HAcnefoBaHWA, 4acTOTOW B MONynsuuu
npumepHo 1:9000 n WKUPOKUM CMEKTPOM KIJIMHUYECKMNX
NPOsBMEHNA, CONPOBOXJAKOLLEECsH pasBuTnem [ob6po-
Ka4eCTBEHHbIX OMyX0Jiel (ramapToM) B pPas3fimyHbIX 0p-
raHax, BK/K4asi FOIOBHOW MO3I, rna3a, Koxy, cepaue,
MOYKM, NevYeHb, Nerkne v gpyrue opraHol. Begyuwien npu-
YWMHOW MHBANMAMN3ALMMN N NETASIbHbIX UCXO0LO0B ABAIOTCA
onyxonu LUHC, BTOpoe MeCcTO NpUHAANEXMNT NOPaXKeHN-
AM MoYeK. InunenTuyeckue MPUCTYNbl OTMEHaAKTCH
y 80% nauueHTOB, 6051€e 4em Yy 60% U3 HUX MOABNAIOT-
CSl Ha NEPBOM Oy XXM3HMK, Yalle B DOpMe MHAPAHTUb-
HbIX CNa3mMoB.

Y 80-85% nauneHTOB C TY6€PO3HbIM CKJIEPO30M ME-
totcs myTauum B reHax TSC1 (9g34) n/unn TSC2 (16p13),
KOAUPYKOLWMX 6enkyu ramaptuH u TybepuH. Ob6a reHa
npuHagnexaT K Y1Mcny reHoB-CYNpeccopoB OMyxonewn,
B HOPMe OrpaHnyYnBatOT U36bITOYHBINA POCT TKaHen. YcTa-
HOBJIEHO, 4TO KJIt0O4eBbIM 3BEHOM natoreHesa TC cny-
XKWUT NpoLecc akTuBauum NyTW CUTHANIBHOW nepegayun
PI3K/Akt/mTOR, 06yC/OBNEHHbI MOBPEXAEHUAMMN Te-
HoB TSC1 n TSC2, 410 NnpnBOANT K POCTY 1 Nnponudepa-
Lunn KneTok. PaspaboTaHbl 1 3aperncTpupoBaHbl npena-
patbl — nHrnéuTopsbl MTOR, o6napatouine naToreHeTn-
yeckum gencteuem npu TC (3BepOIMMYC 1 panamMmuLnH).
ViccnenoBaHus nMoKa3blBakOT, YTO OHW MOTYT ObITb 3-
(heKTUBHBIMMN B JIEYEHUN PA3NTNYHBIX KITMHUYECKUX MPO-
agneHnin TG, BKmYas cy63aneHAMManbHYK TUraHTO-
K/TIETOYHYI acTpOLMUTOMY, KOXXHble W3MEHEHWS, aHTno-
MUWOJSIUMOMbI MOYEK, IUMPAHTNOIEAOMUOMATOS NIETKUX,
NMOYe4YHO-KJIETOYHbIN PaK U MOMKNCTO3 MNOYEK, CBA3AH-
Hble ¢ TC 0TCTaBaHMe B NCMXNYECKOM Pa3BUTUN, Ay TU3M,
a Takxe anunencuto (Curatolo P., Moavero R., 2012;
Hopodeesa M.KO., Benoycosa E.[., 2012). TNoaTtomy
nepcreKTUBbI JIeYeHNs 1 ynydweHne nporHosa npu TC
CBA3aHbl C NpUMeHeHnem nHrnéutopos mroOR.
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