SKS

Cungpom Cmuta-KnHremopa (SKS) — 310 peakoe HerpooHToreHeTnyeckoe 3abonesaHue, onncaHHoe B 2013 rogy. OHo
obycrnoeneHo nameHeHusimm B reHe MTOR (BapunauunsiMm B CTPOEHMM FeHa, Bbi3blBalOLLMMK 3aboneBaHune). Y pasHbixX
NauMeHTOB C CMHAPOMOM SKS KOHKPETHbIE FEHETUYECKNE N3MEHEHWNST MOTYT pa3nnyaTtbCs, NO3TOMY U CUMNTOMbI
3aboneBaHusa MoryT 6biTb pa3nuyHbl. Hanbonee pacnpocTpaHeHHble NposiBNeHnst cuHapoma SKS:

* YMCTBEHHas OTCTanocTb

* HapyweHune pa3utus

* bonbLlon pa3mep rorioBHOrO Mo3ra
» Cypoporu

* HapyweHus cHa

UHCTpyKkummn ana paboTbl Hawwero opraHMaMma opMUpYyrT CTPYKTYpbl, HasbiBaeMble [HK. MeHbl — 310 cermeHTbl [HK,
KOTOpble Jat0T YKasaHus No BbIMOMHEHMIO OnpeaeneHHon padoTbl Unn yHKLMK.

'eH mMTOR npenocTaBnseT opraHM3My ykaszaHus No opraHmsauumn pabotbl curHaneHoro nytv mTOR. CurHanbHbIn NyTb
NO3BOSISIET KNETKaM Hallero Tena obmeHuBaTbCs MHGOpPMaLmen (Hanpumep, 0 TOM, Korga u kak 6elcTpo pactu). ['eH
mTOR pacnonoxeH B XxpoMmocoMe 1, a meHHo B cermeHTe 1p36.

V3meHeHus (Takke Ha3biBaeMble BapuaHTamMu CTPOEHUS Unn mytaumammn) B reHe mTOR MOryT NpuBeECTU K
rmnepakTmeaumm (yeuneHuto dpyHkumumn). B pesynsrate runepaktnBaLmm CUrHaNbLHOMO NyTH NOPaXeHHbIE HEPBHbIE KIETKU
(HelpoHbI) BbipacTakT A0 HEOOLIYHO BONbLLMX pa3mMepoB 1 edPOPMUPYIOTCA, YTO NPUBOAUT K NOPOKaM pa3BUTUS Mo3ra,
YMCTBEHHOW OTCTanoCTu 1 3NUencuun.

Bnepeble n3ameHeHnsa B reHe mTOR Kak NpuynHa HapyLLUEHWUIA Pa3BUTUS HEPBHOW CUCTEMbI Obinn 0TMeuYeHbl B 2013
rogy. [Ans BbIsiBNEHNs 0COBEHHOCTEN, CBA3AHHbIX C KOHKPETHBIMU U3MEHEHUsMU B cTpoeHnn reHa mTOR, HeoGxoanmbl
JanbHenwmne ncernegosanmns. B HacTosiwee Bpems reHeTuyeckue nameHeHmsi B reHe mTOR MOXHO pasgenuTtb Ha Tpu
KNUHUYECKNX Tuna.

* B nepByto rpynny BXoAsaT NauneHTbl C M36bITOYHLIM POCTOM BCEro rofiOBHOrO Mo3ra (MeranaHuedanven),
YMCTBEHHOW OTCTaNOCTb0, ayTU3MOM U TMNOTOHNEN (OBOLIYHO 3TN N3MEHEHMSA pacCMaTPUBAIOTCA Kak cMHApPoM SKS).

« Bo BTOpY!O rpynny BXoAsT NaumeHTbl ¢ AMddy3HbIM U30bITOYHBIM POCTOM BCETO rONIOBHOMO MO3ra, aHoManvsimu
NMOBEPXHOCTM Mo3ra (MONIMMUKPOTMPUEN) U HapYLLEHUSIMU NMUTMEHTALIMUN KOXMW.

« B TpeTbto rpynny BXoAST NaLMEHTbl C 04aroBbIMM1 M3MEHEHUSIMU FONTOBHOIO Mo3ra (chokanbHo gucnnasuei Kopbl
NNy reMumeranaHuedanmnen), Bbi3bliBaloLLMMM PAHHIOK 3MUIENCUIO.

BapuaHTbl cTpoeHns reHa mTOR
L-‘ele:»IM LBETOM BblAeneHbl BCe BapnaHTbl CTPOEHUA,
BbIsiBMeHHbIe k 2022 roay.

Micynan, fakTopes poca
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SKS

Y Bcex noger MMewTcs ABE KOMUW KaXKAaoro reHa: Mo
ofHon ot Kaxpgoro u3 poautenen. O6bivHO SKS siBnsietcs
ayTOCOMHO-AOMUHAHTHLIM 3aboneBaHnemM. OTO O3Ha4aeT,
YTO ONs BO3HUKHOBEHUS1 3aborieBaHMsl JOCTAaTOMHO OOHOM
Konun nameHeHHoro reHa mTOR B KayKaoW KneTke.

M3meHeHus B reHe mTOR — 370, Kak NnpaBuno, cryvanHble
cobblTna (beccuctemHble, UK e NepBUYHbIE), KOTOPbIE
NPOUCXOASAT B AVLIEKNETKE UM CNEPMaTO30MaE OO0 3a4aTus.
Hwn oT ogHoro u3 poautenen oHW He HacneaywTcs. OTOT
TN M3MEHEHUIN MPUCYTCTBYET BO BCEX KreTkax 60rbHOro
YyenoBeKa 1 HasblBAETCHA repMUHanbHbIM BapUaHTOM.

Y HekoTopbIX NaumeHToB ¢ SKS nameHennsa B reHe mTOR
NPUCYTCTBYIOT TOMbKO B HEKOTOPbIX KNeTKax. OTO COCTOsIHUE
Ha3blBaeTCA COMATUYECKMM MO3auuUM3MOM. Takom Tun
N3MEHEHWI Takke BO3HMKAET MEPBUYHO (He nepenaetcs
Nno HacneacTBy) B KaKOW-TO MOMEHT BO BpeMsi pas3BuTUSA
pebeHka BO Bpemsi GepeMeHHOCTU. Y 3TUX MNauUMEHTOB
myTaumm reHa mTOR MoryT ObiTb OOHapyXeHbl TONbKO
B OOpasuax nopaXeHHbIX TKaHeW, a Mnpu MccnegoBaHUm
06pa3suoB KPOBU U CIIHOHbI BLIABNAOTCS HE Bceraa.

B pegkux cnyyasx nuua ¢ SKS HacnegytoT U3MEHEHHbIN
reH OT 300pOBOro poauTens, y KOTOpOro MyTauus reHa
MTOR npucyTCTBYeT TOMbKO B chnepMaro3ongax wnu
AnuekneTkax (3apoableBblX KrneTkax). OTO Ha3blBaeTcs
roHagHbIM MO3anUM3MOM. XOTa camo no cebe aTo pepkoe
aBneHune, npu SKS oHo BCTpeyaeTcs valle, Yem npu Apyrnx
3aboneBaHuAX.

PUCK reHeTUYECKUX N3MEHEHWI Y HECKOIbKUX YNEHOB
CeMbM Ha3bIBAETCSA PUCKOM MOBTOPHOIO BO3HUKHOBEHNS
3aboneBaHus B ceMbe.

BeposiTHOCTb poxxaeHusa 6onbHoro pebeHka y nuuy ¢ SKS
cocTtaBnseT Ao 50 %. OgHako TOYHbIN PUCK paccymTaTb
CMOXHO, NOCKOIbKY OH 3aBUCUT OT TOrO, UMEKTCH

nn y yenoseka ¢ SKS M3MeHeHNS B KaXXO0oW KneTke
opraHm3ma unun TonbKO B HEKOTOPbIX KreTKax.

Ecnu y pebeHka nmetotca npossrneHnsa SKS,
pekoMeHAyeTCs NPOBECTN reHETUYECKUA aHanus.
IOnarHo3 SKS nogTteepxgaeTcs Ha MOMNEKYNAPHOM
YpOBHE (FEHETMYECKUI aHanu3, KOTOpbIv BbIABASET
n3ameHeHusa B reHe mTOR). [Ina reHeTnyeckoro aHanmaa
00bIYHO Mcnonb3yeTcst 0bpaseL, KPOBU UMK CIHOHBbI.

Mpn Nogo3peHnn Ha Mo3anumnam (Hanmyame reHeTUYEeCKmX
N3MEHEHWI TONbKO B HEKOTOPbIX, @ HE BO BCEX KIeTKax)
MOXET ObITb NPOBEAEH rEHETUYECKUIA aHanm3 gpyroro
obpasua.

UToObI onpegennTb TUM aHanmsa, KOTOpbIN ny4ylue
BCEro NoaxoauT Ansi Bawero pebeHka, pekoMeHayeTcs
NPOKOHCYNLTUPOBATLCS C FPYMNMov FEHETUKOB.




SKS

O6wme nposeneHns SKS pasnunyHbl. NonHbIN CANCOK NpUBEOEH HUXE.

é?ﬁ@ NoBeaeH4yeckne NnpusHaKu
G A P 'F du3nyeckme NpM3HakKm

AyTunam / aytnctudeckmne 4epTbl / pacCTponCTBO

CEHCOpHOW 06paboTKu. » KyapsiBble / BONHUCTLIE BOMOCHI.

COBI™ (cvhgpom gedomumta BHUMaHUS / TnepakTUBHOCTY). * AHOMarsbHble YepThbl NnLa.

HapyLeHua HeBepbanbHOro obLWweHns n peyu: °  BbICTynatoue NobHbIe Byrpbl, OTKPbITHIV
3afepkka peyeBoro pas3BUTKS UMW OTCYTCTBUE peyn, POT, ANMHHBIN 1 XOPOLLO 0603Ha4eHHbIN

ryOHom xenobok, KOPOTKUIN HOC C MITOCKOM
nepeHocuLEen, MakpoOCTOMUS, LUMPOKO
paccTaBrieHHble rnasa (rMnepTenopmsam).

* Makpocomus npu poxageHun (6onbLuon pasmep
Tena Ansa rectauMoHHOro Bo3pacTta).

NCKaXXeHHaaA apTUKynauuna.
CamonoBpexgatoLlee noBeaeHume.

HeBpO.l'IOFI/I‘-IeCKVIe NMPU3HAKUN

3agepxka obLiero passuTUs / HapyLEeHUA UHTENNeKTa. « TurMeHTauma Koxw / IMHuM Bratwko /
Makpouedanus / meranaHuedanusi / BeHTpuKyromeranms / rmnomenados / runepmenanos Uto / natHa ueeta
NOMUMUKPOTMPUS / ApyrMe aHoManum rofioBHOMO Mo3ra, Kodbe C MOSOKOM.

BbisBnAemMble npy MPT / BbicTpoe yBenuyeHmre pasmepa + CHWXeHWe NoTooTAENeHNs! / HenepeHOCUMOCTb
ronoBbl B NepBble 6 MECALEB KNU3HN. Xapbl.

HW3Kkn TOHYC (TMNOTOHKUS). * YCKOpEeHHbIN pocT B Bo3pacTe oT 18 mecsaues Ao 2
Cynoporu (Bkmto4yast HOYHY hoKanbHYH SMUMENCUto). ner.

HapyLuenusi cHa (6eCcCoHHMLA, NPOBYKAEHNE HOYbBIO, * OTcTaBaHMe KOCTHOro Bo3pacTta OT MacnopTHOro
arnHoa BO CHe). (pesynbraThl CkaHMpoBaHUA B 2 roga 6binn

TakuUMK Xe, Kak y HOBOPOXAEHHbIX) / HebornbLUoe
onepexeHne KOCTHbIM BO3pacTOM MacrnopTHOrO.

° rlpVI3HaKI/I CO CTOPOHbI MOTOPHbIX HaBbIKOB

HapyleHune cnyxa.
KopTukanbHoe HapyLleHne 3peHust.

HapyweHus pabdboTbl Xxenyao4yHo-
KULLEYHOro TpakTa

* [Mpobnemsbl ¢ nuweBapeHmeM (60nu B XMBOTE,
3anopsbl).
* [unepdarna: naTonorMyeckn NoBbILLEHHbIV anneTuT.

B HacTosiwee Bpems cuHgpom Cmuta-KuHrcmopa Hemsneumm. MetogoB neyveHnst atoro 3abonesaHuns, 0400peHHbIX
Ynpaenexnvem CLUA no koHTponto 3a npogyktamu n nekapcteamu (FDA), He cywiecTByerT. JleueHne BbIGupatoT ¢
y4eTOM MMetoLLMXCH Y pebeHka CUMNTOMOB.

HekoTopbiM naumveHTam ¢ SKS Ans nedeHns TpyaHO Kynupyemblx Cyqopor (CyAopor, KOTopble HEBO3MOXHO
MOMHOCTbIO KOHTPONMPOBATL APYrMMU NieKapCTBaMu) HazHavyanm cMponuMyc (panamuunH) unm aBeponmmyc.

B HacTosiee Bpems onybrnvkoBaHHble AaHHble 06 ah(PEKTUBHOCTM 3TUX NEKAPCTB, TO €CTb O TOM, HACKOSbKO
XOpOLLO OHM paboTatoT, oTcyTCTBYHOT. [1na nedeHns SKS atu npenapatbl Ha gaHHbIM MOMeHT FDA He ogoGpeHb!.
MnaHupytoTca nccrneqoBaHMs No U3yYeHUo A0NroCPOYHOrO BNSAHMSA panaMyumMHa Ha HEMPOKOTHUTUMBHOE pasBuTue y
nuy ¢ SKS, a ansa oueHkn noTeHumanbHon aEKTUBHOCTM panamMmuunuHa HeobXxoanMbl KNMMHUYECKME UCTIbITaHUS.



HapyweHusi cocTosiHusi 340POBbS

Poct
[etn c SKS
4acTo POXAAKTCA KPYNHbIMU (Makpocomus). Y HEKOTOPbIX
N3 HUX 0O POXOEHUS ONArHOCTUPYHT Makpouedanmio
(yBENMYEHME pa3mMepa rofioBbl), MeranaHuedanmo
(yBENMYEHME pasmepa rofiloBHOro Moara) u (1unu)
BEHTPUKYIIOMEranutio.

MbILLEYHBIN TOHYC
YacTto oTMevaeTcs rmnoToHUS (CHUXKEHME MbILLIEYHOrO
TOHYyCa), YTO MOXET NPUBECTU K 3afiepPXKKe pasBUTHS,

HanpuMmep nepesopavynBaHnd, CMaeHusa, non3aHua, xoab0bl.

Cynoporu
MpubnuantensHo y 30—40 % nuuy ¢ SKS
oTMeyvanucb cygoporn. MHOrMM m3 Hux TpebytoTcs
npotmnBoanunenTnyeckme npenapatsl (M3M1) gns
MOCTOSIHHOIO NIeYEHUS.

CoH
MHorve ceMbi COOBLLAIOT O HAPYLUEHUSIX CHa Y
peten ¢ SKS. VccnegoBaHne cHa MOXET MOMOYb
BbISIBUTb HapyLUEHWsi, a COMHOJIOr UK NneamaTp MoryT
NopeKkoMeHa0BaTb fieyYeHme.

Cniyx n 3peHue
CoobuaeTcs 0 crnyvasx KOpTUKanbHOro HapyLLeHNs
3peHust, NPN KOTOPOM 3peHne yXyaLlaeTcs n3-3a
TOro, Kak Mo3r obpabaTtbiBaeT TO, YTO BUAOAT rMasa.
OT0 MOXET BbITb 00YCITOBNEHO NATONOIMEN MO3ra,
a He rma3s. Kpome Toro, nmetotcsi coodLeHns
0 Cry4asx NoTepu criyxa ns3-3a NoBpexXaeHus
BHYTPEHHErO yXa U HEPBHbIX NyTen oT
BHYTPEHHErO yxa K MO3ry. Y HEKOTOpbIX nuL, ¢ SKS
OTMEYEHO Yyry4LleHNe Crnyxa Nocne yCTaHOBKM
KoXneapHbIX MMMIaHTaToB.

KKT
Y MHormx nuuy ¢ SKS oTMeyvatloTcs HapyLleHns
CO CTOPOHbI XXenyAo4YHO-KMLIEYHOro TPaKTa,
BKMOYasi 3anopbl, NpobrnemMbl ¢ MOTOPUKON U
ractpoasodareanbHbii pedrtokc. MNpnbnmanTtensHo
y 30 % ntogen HabnogaeTcsa runepdarms
(naTonorMyecky NOBbILLEHHbIN anneTuT).

HapyweHus pa3Butusi u noBeaeHus

SMITHKINGSMORE.ORG



SKS

B petckom Bo3pacTe
* EXeroaHble BM3UTbI K cieumManuctam ans HabnogeHus 3a
POCTOM U1 pa3BuTUEM pebeHka. .
* YacTo HeobxoaoMMo crneumarnbHoe NeYyeHne 3arnopos.
* HabnioageHne Ha NpegMeT BO3HUKHOBEHMS 3aboneBaHui,
BbI3bIBAEMbIX HApyLUEHUEM DYHKLUN MMMYHHbIX KIETOK.

HabntogeHuwe 3a pas3Butnem pebeHka

* OueHka pasBuTUS 1 NOBeOEHUs A5 BbIBNIEHUSA OTKIOHEHUN
N NPeaoCTaBeHnsa pekoMeHAaLmMmM No NIEYEHNIO.

* OueHka HeobXOAMMOCTH NCMNOSb30BaHUS onpeneneHHbIX
METO/IOB JTleYeHUs1, B TOM Yncre gousnotepanuu,
TpyZoTepanuu, Noroneanyeckon nomoLLn, NOBEAEHYECKON
Tepanun, KOppeKLnn 3peHunst, obydyeHns Nnpuemy nuLLn.

» KoHcynbTMpoBaHue No nHanBMayanbHbIM Yy4eOHbIM NnaHam

Odranbmonoruyeckune n HepoodTansMonornyeckme
nccnegoBaHus

CKpI/IHI/IHF Ha Halnn4ymne KoOpTuKasribHOro HapyweHund 3peHn4.

Ayamonornyeckme nuccregoBaHums

PerynsipHas npoBepka cnyxa (Npu poXxaeHuu, a 3atem
€XerofHo).

3H,EI,OKpI/IHOJ'IOFVI‘-IeCKVIe ncecnegoBaHuA

B chny4yae pas3BunTuA rmnorimkeMmn nnu npu Nogo3peHnn Ha
npexagespemMeHHoe rnoJioBoe co3peBaHue u,eneoooGpa3Ho
HanpasleHne K cneunarmcry.

Optoneanyeckasa nomoLb / hmnsmyeckasa peabvunmrayms

OueHka Heobxo4MMOCTH BO BCMIOMOraTenbHbIX YCTPONCTBAX
N3-3a CHIKEHWUSI MbILLEYHOro TOHYCa, ABUraTesbHbIX

(IEP). HapyLUEHWI 1 (M) KOCTHbIX aHOMarnui.

FeHeTUYEeCKMe NCCNENOBaHNS U FeHeTYeCKoe KOHCynsTupoBaHue Helponcuxonornyeckoe obenenosaqne

» [nga geTen LWKONbHOMO BO3pacTta aTo obcnegoBaHne
NMOMOXET ONPefennTb, Kak fny4lle BCero noModbs pebeHKy
B 0ByyeHun, a Takke BblbpaTb NoaxoasLLyto hopmy
LLKONbHOro obpasoBaHus.

*  KM3yyeHune pesynbTaTtoB reHeTUYeCcKUX aHanuns3os.

» [lpepocTtaBneHne nHdopmaumm o pucke NOBTOPHOIO
BO3HUKHOBEHWS 3ab0neBaHnsi B CEMbeE.

¢ KoopauHauus MmeguunHCKON NOMOLLN.

HeBsponoruyeckue nccrnenoBaHus

Kpome Toro, pekoMeHayTCa perynsipHble noceLeHns
cTomaroriora U/unm opTOAOHTa, a Takke 3aHATUS C JIOroneaom,
3aHATUS MO PasBUTUIO pedn, donsmoTepanus, TpyaoTepanus,
noBefieHYeckas Tepanus 1 Nncuxonornyeckoe KOHCYNbLTMPOBaHME.

* [lpn nogo3peHun Ha cygoporu pekomeHngyetcsa 330
(M3MepeHne anNeKTPUYECKON akTMBHOCTM FrOfIOBHOMO MO3ra).

+ [1ns BbISIBNEHUS NOPOKOB Pa3BUTWS FOFIOBHOIO Mo3ra
cnenyet pacCMOTPETb BO3MOXHOCTL BbInonHeHna MPT.

MauuneHTsl MOryT 6ecnnaTHO 3aperncTpmMpoBaTbCs B httos://smithkinesmore.org/patient-
mobanbHoM peecTpe nauuneHToB ¢ SKS (CorDS) n BHeCTH registry/

cBow Bknag B 6yaywme ncenegoBaHus atoro 3abonesaHus.
HononHuTtenbHas MHOpMaLUnSa O HayYHbIX UCCNEOOBaHNAX
npeacTtaeneHa Ha Hallem Beb-canTe.

Peectp CoRD

KoopguHauus
VCCNepoBaHmnii peikux
3abonesaHnit B Candopae

®oHa no 6opbbe ¢ cuHgpomom Cmuta-KuHrcmopa — 310 HEKOMMEpPUYecKasa opraHM3aLums, AeATENbHOCTb KOTOPON
HanpaBneHa Ha NOAAEPXKKY MexayHapoaHoro coobulectBa SKS (aesaTenbHOCTb OpraHM3aLumin Takoro Tuna onMcaHa
B pasgene 501 (c) (3) Kogekca CLUA). Hawa muccusa 3akntodaeTcs B yyyLlEeHUN KavyecTBa X13Hu nuL ¢ SKS, nytem
NnoaAep Xk NepenoBbIX UCCNEAOBaHUA U COTPYAHNYECTBA BPaYen.
OO0LanTecb ¢ HaMU B coLMarnbHbIX CETSX:

f IO Y in



https://smithkingsmore.org/patient-registry/
https://smithkingsmore.org/patient-registry/
https://www.facebook.com/groups/3080229768726097
https://www.instagram.com/smithkingsmorefoundation/?r=nametag
https://twitter.com/smithkingsmore
https://www.linkedin.com/company/smith-kingsmore-syndrome-foundation/

