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Knaccudumkauma

CUcTeMHbIN NEHTUIrno3
( cnuppom Keunurora-
PuMunoHa-
KoHuremapka; cnHapom
L.E.O.P.A.R.D)

LleHTponuueBow
FINHTErnos
(cungpom TypeHa)

NMepuopucdmnumanbHbIN
JFIEHTUrno3
(cunppom lMeyTu-Erepca-
TypeHa)



CucteMHbIN NEeHTUrno3
MpnunHa obpaweHna?

JleHTUHIO - JNIEHTUTO-NMUrMeHTapHble, pacnNpPoCcTpPaHeHHbIe, NITIOCKMEe UK cnerka Bo3Bbillalowmecs NsATHA

XXenTo-KOpU4YHeBOro Uru No4vTmn YepHoro useta guameTtpa 1,5 — 3,0 cm, Koe-rae cnuBaroLwmecs,
pacnonararowmecs UCCEeMUHNPOBAHHO NO BCeMY KOXXHOMY NMOKPOBY (TynoBuLle, KOHEYHOCTU), OAHAKO NUL0
OObIYHO He nopaxaeTcH.

AHOMAaNun pazBnTnA - 3agepXKa pocTa U pasBUTUA,IMa3HON rMNepTesiopusM (LLMPOKO pacCcTaBfIeHHbIe
rnasa);aHomManum pa3BuUTUS NONOBLIX OpPraHoB

CeppeyHo-cocyaucTeie natoriormm — CTEHO30M JIero4yHOM aptepum unm cybaopTanbHbIM
CTEHO30M, AedeKTOM MeXXKenyao4uyKOBOU MNeperopoaku U, Kak pesynbraT 3TOM MNaTorioruu,
runepTpodnyeckon KapaguonaTuen.

HeunpoceHcopHasa rnyxoTa
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B nutepaTtype onuncaHo okono 40 cny4yaeB 3toro 3abonesaHusa. OH
XapaKkTepusyeTcs pacCessHHbIMU MO BCEeMY KOXHOMY NOKPOBY JIEHTUTMHO3HbLIMU
BbICbINaHMAMMU. ATHA NOABNAIOTCA YXXe NMpu PoOXAEeHUN UM B nNepBble roabl
XU3HU HEe3aBMCUMO OT BO34ENCTBUSA COSTHEYHbIX ny4yeu (B oTnmn4yme ot
BeCHYLIEeK) U COXPaHAKTCA MOCTOSIHHO.

KnnHnyeckasa kapTuHa xapakrepusyeTtcs
OOUSIbHLIMU BbICbINAHUAMM B BUAe Mesikux (ao
0,5 cm B anameTpe) OKpYrnbIX KOPUYHEBbIX NATEH,

crierka npunogHUMalroLWmMxXca noa Koxeu (NeHTuro),
MecTaMM CJIMBalOLWUXCSH, PACNONOXEHHbIX
ANCCEeMUHUPOBAHHO NO BCEMY KOXXHOMY NMOKpPOBY
(TynoBuwe, KOHEYHOCTU), OAHAKO NMLO OObLIYHO He
nopaxaercs
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Cunppom Kenurota-PummnoHa-KoHurepmapka

[laHHLIN CMHOPOM SABMNAETCH
NoATUMNOM CUCTEMHOIO
NeHTUrnosa (CMHAPoOMm
L.E.O.P.A.R.D) npn koTopom
byOeT xapakTepHO coveTaHune:
CUCTEMHOIO NIEHTUINMHO3a,
ONnUropeHnn, BpoXXgeHHOW
[MyxoThbl, MOPOKOB cepaua u
YMEPEHHO BblIPaXXeHHbIX
aunspapunyecknx NsSMeHeHUn B
BMAe 4YaCTUYHOW CUHOAKTUINN,
pacLiuenneHna 3agHMX OTPOCTKOB
HUXKHUX FPYOHbIX U BEPXHUX
NOSACHUYHbIX NMO3BOHKOB.
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lNepBMYHYIO ANArHOCTMKY NPOBOAAT NeaunaTp, OTONAPUHIONOr u
Kapauoror,ncuxmarp.

- NogTeepxgaeTtca gmMarHo3 ¢ NoMOLLbI MOJSIEKYNSPHO-FEeHETUYECKOro aHanmsa
reHoB, accoumnpoBaHHbIX ¢ passutmem cuHgpoma: PTPN11, RAF1 n BRAF.

- HempoceHcopHaga rnyxoTta nogreepXageTtcs C NOMOLLbHO WenoTHOW N pa3roBOpPHOU
peyn. BeiaBnarTca oTKNoHeHust B 33l 3amenneHme npoBoaAnMOCTU B
nepndepnyecknx Hepaax.

-OcMoTp NcmnxmnaTpa, B Xo4e KOTOPOro OLEHUBAKOTCA MHTENNEKTyarlbHble CNOCOBHOCTHU
BGOMNbLHOro ¢ NOMOLLIIO cheunarnbHbIX LWKan, ONPOCHUKOB, BO BpeMsi 0bbl4HOM Beceabl.
[Tpn 3TOM Bpay U3y4aeT, HACKOSbKO pa3BuUTa pedb onurogpeHa, MoXeT N OH
aganTnpoBaTbCs K HOBbIM YCITOBUSIM, Kak OH 0bLaeTcsl ¢ poaACTBEHHMKAMU U
OPY3bSAMU.

- NameHeHuna SKI moryT 6bITb 06yCcrnoBrneHbl CTEHO30M JIEFOYHOM apTepun nnm
cybaopTarnbHbIM CTEHO30M, AEEKTOM MEXKENYOOYKOBOMN NEPErOPOAKM U, KaK
pe3ynsrar 3TOW naTtonorun, rmnepTpoguyeckon kapgmonatmen. BoiasnaroTcs
HapyLUeHUs BHYTPMXKeyao4KoBOM NPOBOANMOCTU B BUAE YONMHEHHOro MHTepBana
PQ, pacwupeHuns komnnekca QRS. Bo3amMoxHbl nasmeHeHns 3ybua P (aByxdasHbin,
oTpuuaTtenbHblil, OCTPOKOHEYHBbIN). Ocb cepaua obbI4MHO opueHTUpoBaHa mexay 60°
120°.



lentiginosis centrofacialis dysraphica. — HacnegcTBeHHbIU epMaTos C
BbICbINAHMEM NSATEH NEHTUIO Ha NOy, NepeHoCcuLE U HOCY, pexe — Ha
rybax n wee, codyetawowmmca ¢ guspadmnen u HepBHO-NCUXNHECKUMU
paccTpoucTBamu.

MaumeHTbLI OOpaATATCA NO NoBoAy :

- JleHTUro Ha nuue.

- HepBHO-Ncuxnyeckne paccTtpomncTaa pasfinvyHOM CTENEHN TAXKECTU:
onurogpeHns, aMmoumoHanbHas NabunbHOCTb, ANUMENCUdA, reMUnerns

@%- v apyruve.

- AHOManun pa3BUTUSA ONMOPHO-ABUraTENBHOIO annapara.

CuHpgpom Bnepsble onucan B 1941 1.
dpaHuy3ckui gepmatosnor Anbbept
TypeH, KoTOopbIW paccmaTpusarn
3aboneBaHune Kak rmmomaros B
pesynbraTte anspaduyeckomn
Ansambpuonnasunu.
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KoXHbIN npouecc

JIEHTUMMHO3HbIE ANEMEHTbI MOSABASIIOTCS B
Te4yeHne NepBoro roga Xn3Hu. Mx konmn4ecteo
yBennyneaetcsa o 10-netHero Bospacra.
3aTeM OHW MOryT MeasIEHHO perpeccmpoBarTb.
Ovaru nopaxkeHus, Kak npaBuno,
MHOXXECTBEHHbIE.

ITokanuayoTcs NpenmyLecTBEHHO Ha Nnoy,
nepeHocule, a Takke Ha HOCY U LieKax B Buae
KpbINbeB 6ab0O4YKM, 3HAUUTENBHO PEXE MOryT
pacrnonaratbCcd Ha rybax, Bekax u Liee.
CnunsuncTtble 0605o4KM HE rnopaxkatoTcs.




CucrtemMHble nopaxeHus

JleHTUro coyetaetcs ¢ gnspadunyeckmmmn npmsHakamun. imm HasbiBalOTCS Te aHOManum
aHaTOMWNYECKOro CTpPOEeHMUs1 YernoBevyecKkoro Tena, Kotopble 06HapyX1MBatoTCa C MOMEHTa
pOXOEHMA UNU B paHHeM Bo3dpacTe. C BO3pacTOM HEKOTOPbIE N3 HUX MOTYT YCUIMBATLCS NN
ncyesartb. [uapaduyeckne npusHakm HabnogaTcs y naymeHToB ¢ 3TUM cMHapomMom B 50%
crny4aes.

BbisiBNA0T crnegyowme aHoManmn: WenHo-gopcanbHbin KNG03, BAaBrneHHasa rpyab,
aedopmauma Yepena, rotmdeckoe HEGO, OTCYTCTBME PE3LO0B, MOACHUYHBIN MMNEPTPUXO3.

Kpome TOro, NOYTU NOCTOAHHO 06Hapy>|<|/|Ba+0Tc;| HEPBHO-NCUXNYHECKNE paCCTpOIZCTBa
pasnquon cTeneHn TAXeCTu.: OJ'II/IFOCbpeHI/IFI, aMoumoHanbHas NabunbHOCTb, aNUnencus,
remmnnerna n apyrue. PekomeHgoBaHa KOHCYIbTaunda HeBposnora, ncnxoJsiora.

BbisiBneHne komnrekca YKa3aHHbIX CTUTM B COBOKYIMNHOCTU C JIEHTUTMHO3OM JinLa ABJIAETCA
OCHOBaHMeM Aand yCctaHoBIeHund anarHdo3a 3Ttoro 3aboneBaHus.




A

Medicine Live

MNepunopudmumanbHbIN NEHTUTNHO3
(cunppom lNeutua — Erepca)

Cungpom lNentua—Erepca xapaktepusyerca:
-NONUNO3HbIM MopaXxeHUeM NPenMyLLECTBEHHO TOHKOWN KULLIKA
(aHemus1, cnabocTb, OTCTaBaHWE B (PU3NYECKOM pasBUTUM, OOTypaunsa U MHBarMHaUMa KULLEYHUKA)
-cneymdounveckon nMrmeHTaumen cnm3ncTbix obonoyek
-npenpacnonoXeHHOCThLIO K pa3BUTUIO 31TOKAYECTBEHHbIX ONyXoneu
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KnnHunyeckas kapTuHa XapakTepusyeTcd MosIBIEHMEM cpa3y Mocre poXaeHns unu
HECKOJSIbKO MO3)Ke BbICbINaHW TUNa NEHTUNO Ha CIN3UCTOM 0BOMoYKe MOMNOCTM pTa (Lekax,
gecHax, TBepaom Hebe), rybax, a Takke Ha KOXe nuiua BOKpyr pta, B obrnactu
3aQHENPOXOOHOr0 OTBEPCTUS, pexe Ha KUCTax K crtonax. WHorga Habnwogaetcs
rmnepnurMeHTaumnst HorTem.

[lpy rucronormyeckom wUccnegoBaHMM B anuaepmuce OOHapyXmBaloT — yBenMyeHue
KOJSIn4ecTBa MenaHouMToB U MenaHodopoB B obractn gepmMmoanuaepmaribHOro coegmHeHuns
C yBeNnu4yeHneM coaepxaHnsa mesfiaHnHa B basanbHbIX KIeTKax.



CuHapom TTeutua-Erepca
KnuHnueckne nposiBneHuss cungpoma [leiitua—Erepca, Tak e = '
CBSI3aHHblE C MOMMNO30M Xenya4o4YHO-KULLEYHOro TpakTa, BO3HUKAT B
MMageH4YeCcKoM 1 OETCKOM Bo3pacTe (CpegHun Bo3pacT — OKOsSo 5 ner).
YacTbiM CMMMNTOMOM SIBIISIETCS XKENyQO4YHO-KULLIEYHOE KPOBOTEYEHME,
BO3HMKatoLLEE NPy TpaBMmaTm3aumn nonmnnoB XMmMycom Unm
KarioBbIMM Maccamu, UX 3p03npoBaHMn, camoamnyTauum.
YKenyoouHo-KMWeYHble KPOBOTEYEHUS] OBObIMHO «CKPbITbIE» WM 4acTo
NpUBOOAT K aHeMuun. Y feten oTMmedatoTcs cnabocTb, oTCTaBaHue B
dum3nyeckoMm passutun. Npn Hannumum 60MbLIMX MOMUNOB B TOHKOW
KALWWKE MOryT BO3HUKHYTb €€ O0O6Typaumsi M WHBarMHaums, ogHako
nonHas 06Typaumsi NpocBeTa KULLKK BCTpeYaeTcs peako.

[Monunbl  XXenygodHO-KULWEYHOro  TpakTa  npeacTtasngawT  coboun
raMapTOMbl, COCTOSILLME U3 HOPMAIribHOW TKaHW TOro UM MHOMO opraHa,
HO C HapyweHHOW ero apxuTekToHukon. [lonunbl npu AaHHOM
CUHOPOME COCTOSAT U3 rMaHAynApHOro anuTenus 1 rmagkoMblLLEYHON
TKaHW, COeAUNHAIOLENCA C MbILLEYHOWN MMacTUHKON
COEaNHUTENBbHOW TKaHMW.

[Monunnbl Bcerga MHOXECTBEHHble, a WX
pasmep  Konebnetca  OT  HECKOSbKUX
MUIIMMETPOB A0 5 CM B OnameTpe.
Jlokanun3aumsi: B TOHKOM Kuwke - 64%,8
Toncton kuwke - 53%, xenyoke - 49% wu
NpPsIMON KuLLKe - 32%.
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PekomeHaoauuu

YeTknux MexxayHapoaHbIX pEKOMEHAAUMIA B OTHOLLEHMUM KPUTEPUEB AMArHo3a Her.

B ©onbLUMHCTBE Cny4aeB OH OCHOBbIBAETCS Ha KIMHUYECKMX OCOBEHHOCTAX 3a00neBaHNs U 3HOOCKOMMYECKON
KapTuHe, Npu HEOOXOOAMMOCTM NPOBOANTCS MOMEKYNSPHO-TeHETUYECKOE UccrnefoBaHue (BbiSIBNEHbI MyTaLun B
reHe STK11)

Bcem nauueHTam ¢ gaHHOW naTonornen pekoMeHgoBaHoO 3HAOCKONMYeckoe HabnogeHe ¢ npoBeaeHnem
930(paroracTpoayoneHOCKONUKN, KONOHOCKONUK, BannoHHO-acCUCTUPOBaAHHOM 3HTepockonun, BKO ¢ uenbto
BbIFBINEHUsS MakCuMarsibHO BO3MOXHOMO KONnyecTsa NonurnoB 1 yaaneHnsa KpynHbIX nosinos
9HJ0CKOMMUYECKMMM METOJAMMN.

He meHee cepbesHbln hakTop B TEYEHUN AaHHOMO 3aborieBaHns — NOBbILLEHHbLIN PUCK Pa3BUTUSA
3r10Ka4YecTBeHHbIX HOBOOBpa3oBaHMin pasnn4yHon fiokanmsaumn. B cBssmn ¢ aTum pekomeHgaumm no
HabnogeHNo geTen n B3pocnbix ¢ cuHApomMoM [NenTua—Erepca BkNovaoT CKPUHUHT paka Hanbonee YacTbix
rnokanusauun.

B HacTosee Bpems neyeHne cnHapoma lNentua — Erepca 3aknoyaeTcs B Ha3HaYeHNM CUMNTOMaTUYECKOM
Tepanuu, HabnaeHn U NpeaynpeXxXaeHnn pasBuUTUS OCINOXHEHWI, TaK Kak NaToOreHeTUYeCcKon Tepanmm 3Toro
CMHOPOMA He CYyLLECTBYET.
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Cnacu60o 3a BHUMaHue!
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