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CuHgpoMm HyHaH — MynbsTUCUCTEMHOE ayTOCOMHO-AOMWUHAHTHOE
3aborneBaHue. HactoTta B nonynaumm CoCTaBrseT, Mo pasHbIM
oueHkam, oT 1:1000 go 1:2500 HOBOPOXKAEHHbLIX. OTO KITMHUYECKU
N TEHETUYECKU reTeporeHHoe 3aboneBaHne, Bbl3biIBAEMOE
MyTaunsMn B reHax, Koaupytowmx 6ernkn yHmsepcanbHoro
Kackada KneTo4yHoro curHanuHra. B Hactosulee BpeMsa N3BECTHO
He meHee 10 reHoB, MyTauUN B KOTOPbIX MPUBOAAT K
BO3HWUKHOBEHWIO 3aboneBaHus.




KnnHnyeckasa KkapTuHa
3aboreBaHus

HanoMMWHaET NPOSABIIEHUS
cuHapoma LLepelueBckoro-
TepHepa, N03TOMY paHbLLe 3TO
3aborieBaHMe Ha3bIBaNocCh
“TepHepoBCKU peHoTUn C
HOPMaJSibHbIM KapMOTUIMOM™.
CumMnTOMBI 3TOro 3aboneBaHus
BKIHOYAlOT 3a4€epXKKy pocTa,
XapaKTePHY NUrMeHTaumIo,
YyepenHo-NnLUEBbLIE U CKENETHbIE
aHoManuun, 3agepxky
NHTENMEKTYyanbHOro pasBuTus
Pa3HOU CTEMNEHN BblpaXXEeHHOCTH,
TaKKe LWMPOKNU CNEKTP HapyLLUEeHU
CO CTOPOHbI Cepae4HO-COCyanCToN
CUCTEMBI.




CuHgpom HyHaH aBnseTcda BTOpou no
pPacnpoCTpPaHEHHOCTN CUHAOPOMalIbHON NPUYNHOW
BPOXXAEHHbLIX 3aboneBaHnm

cepaua, ycrtynas Tonbko Tpucommn 21 XpoMocombl.
Haunboree xapakTtepHbiMU cepae4HO-COCyanCTbIMU
NposiBreHnssMn 3aboneBaHua ABNAKOTCS CTEHO3
KrnanaHa neroyHon aptepum (ao 90% cnyyaes),

rmneptpodunyeckasa kapamommonatusa (20% crniyyae).
Kpome aToro, y 60nbHbIX ¢ CUHAPOMOM HyHaH
onuncaHbl AedeKTbl MEXKESYO04YKOBON NEPEropoaku n
MUTpPanbHOro KnanaHa, aoprtanbHbIN CTEHO3,
KoapKTauusa aopTbl U Apyrme BPOXOEHHbLIE NOPOKM
cepdua n maructparbHbIX COCYO0B.




[TpyuymnHOM pasBnTUA OaHHOro 3aboneBaHna SBMAATCA HapyLLIEHUS
B CUCTEME YHUBEPCANbHOMO KIIETOYHOro CUrHanbHOro nyTu, 4Yto
obbeanHseT cuHapom HyHaH U HECKONbLKO APYrux
dpeHOoTUNMYECKN NepeKPbIBAOLLMXCS COCTOSHUI, TAKNX Kak
cuHgpom Koctenno, cepgeyHo-koxHo-nnuesoun cuHgpom (CKJI1C),
cuHgpom Jlernyca un gp., B rpynny T. H. "RAS-onatun™.

Puc. ®PeHoTun naumeHTKu . B Bo3pacTe
1,5 neT. OCHOBHbIE NPU3HaKN CUHAPOMA
HyHaH: 3agepxka pocTa, gonuxouedanus,
rnybokasi nepeHocuua, aHTUMOHIO-
nongHbI paspes rnas (He nokasaHo),
YKOPOYEHNE KOHEHYHOCTEMWN.




Pe3ynbraTtbl MHCTPYMEHTarNbHbIX
obcnenoBaHUN:

OKI' — put™m cuHycosbln, HPC HeT. [Npu3Haku
yBenmyeHmns obonx npeagcepann n neperpysku
0b0ouX Kenyao4KkoB. BeipaxeHHble Agudpdy3Hble
N3MeHeHNs Mmokapaa xenygodkon.JleBble
oTAenbl cepaua ysenuyeHsbl.[1paBbin XXenyaodek
He yBenu4yeH, rmneptpodupoBaH. CteHo3 BOJDK
c rpagneHTomM 94-100 MM pT.CT. 3aKo4YeHUE:

[ KMI1 c anemeHTamMm pecTpukLmu.

Mo pe3ynbratam nabopaTopHbIX
nccnengoBaHUM OTMEYAETCH MMMEPITINKEMUSA B
aHanmae KpoBu, ApYyrux BblpaXKeHHbIX
N3MEHEHUWN HET.

MonekynsipHO-reHeTU4YeCKOe uccnegoBaHue:
B obpasue AHK geBoukn metogom npsiMoro
cekBeHupoBaHus no CeHrepy KoanpyoLweun v
npunerarLwmnx MHTPOHHbIX obnacten reHa RAF1
u PTPN11 6bin1 nposeneH nonck mytaumn. B 7
9Kk30He reHa RAF1 bbina ebisieneHa n3BecTHas
MyTaums p.S257L B reTepo3nroTHOM COCTOSHUM.
[narHo3 cuHgpoma HyHaH, Tun 5, noarBepXaeH.




CuHapom KopHenuu ae JlaHre

CuHpgpom KopHenuu ge JlaHre —
BpOXJeHHOe 3aboneBaHue,
XapakTepusyrLleecst MHOXXeCTBEHHbIMMN
nopokamm pasBuUTUA U YMCTBEHHOWU 1
OoTCTanocTtblo. BcTpevaetca y "‘
HOBOPOXOEHHbIX ¢ Yactoton ot 1:30 |
000 go 1 : 10 000, cooTHOLLIEHNE I
ManbyimkoB 1 gesodek — 1 : 1. Tun =
HacnegoBaHUA HE YTOYHEH, U3BECTHbI
CeMEeNHbIE crny4vyamn ¢ ayTOCOMHO-
PELIECCUBHbIM TUMOM HacrnegoBaHusa. Y
BorbLUNHCTBA BOMbHLIX KAPUOTUM
HopMarsibHbIn. CUHAOPOM ABNAETCH
reHeTUYECKU- reTEPOreHHbIM,
0OyCNOBMIEHHBLIM MYyTaLUSIMUN B FeHe
NIPBL,SVC3, mukpoaynnukawmen
NOKYCOB q25-929 XpoMocoMbI 3.




B KnnMHM4YecKon KkapTUHE CUHAOpOMA:
— aHomManun passBuTUS Yepena, rnas,
ywen, niua, 3y6bos,

TynoBuLLA, KOHEYHOCTEN, BHYTPEHHNX
OpraHos;

— cynoporuy;
— OTCTaBaHue B POCTE,

— YMCTBEHHas OTCTaloCTb;

— peungnBupyroLne pecnmupaTtopHble
NHeKkuunn.

'BblOensioT ABa BapuaHTa CUHOPOMA:
KINaCCUYECKMIN —CO 3HAYNTENbHOM
‘3aepXXKou don3nyeckoro u
MHTENNEKTyanbHOro passutns, rpyosimu
nopokamMun pasBuTud; BTOPOU — C NULIEBbLIMU
N MarnbIMW CKENEeTHbIMU aHOMannaMu, Ho
norpaHNYHoOn 3agep>KKou NCUXOMOTOPHOTO
pasBUTUA U OTCYTCTBUEM MPYObLIX MOPOKOB.



[lepBble npu3sHakm 3aboneBaHuUs
BU3yarnbHO 3aMETHbI YXKe Y
HOBOPOXOEHHbIX. KpoMe BHELLHMX
ocobeHHOCTeN, obpallaeT Ha cebs
BHMMaHME MarieHbKuin Bec pebeHka
Npu pOXOEeHUN, KOTOPbIN COCTaBNAET
2/3 Beca 300poBOro pebeHka,
POAMUBLLErOCs Ha aHaNoOrM4YHOM CpPoKe
bepemMeHHOCTN. [1Nst HOBOPOXAEHHbIX
XapakTepHO Hanm4une
pecnnmpaTopHOro gMcTpecc-cuHapoma
n3-3a cneundnyeckoro CTpoeHus
HOCOIJIOTKM, MO3TOMY B aHaMHe3e Y
9TUX NALUEHTOB PErMMCTPUPYIOTCS
YyacTble MHPEKLUNOHHO-
BOCManuTenbHble 3aboneBaHmns
ObIXaTerbHbIX NyTen

i
deHoTUnnyeckne
0CcODEHHOCTU pebéHka ¢

cuHgpomom KopHenun ae
IlaHre



[lnarHo3 yctaHaBnmBarT Ha OCHOBaHUM peHoTUNa,
nccnenoBaHua Kapuotuna U MeTodoB LMTOreHETUYECKOro
aHanusa. Cneundgunyeckoro fe4eHns He cyllecTtByeT. [lpnumeHstoT
HempomeTabonuyeckme, HOOTPOMHbIE NpenapaTbl, BUTAMUHBbI,
CUMNOTOMAaTUYECKYIO TepPanuio, KOPpPEKLUIO NToroneanyveckyto,
NCUXOSTOTNMYECKYIHO.

[TpOrHo3 Ans *X1U3HM HEONAronPUATHLIN, NPU KINAacCUYECKOM
BapuaHTe OeTn ymMMparT B paHHEM BO3pacTe, Mpu BTOPOM
BapmnaHTe — OT PEKYPPEHTHLIX 3ab0neBaHNN.

[lpodpunakTmnka 3aknoyaeTcd B MeanKo-reHeTUYeCckom
KOHCYInbTUpOBaHMM ceMel. [ naBHaa 3agayvya — yBENUYNUTb
NPO4OIMKUTENBLHOCTb U YIYULLNTb Ka4eCTBO XXU3HMN,
0eecrnocobHOCTb NauneHTa, CHU3UTb MPOABIEHUSA CUMITOMATUKM.




B nocneaHee Bpems npeanonaratoT BAUSHUE Ha pa3BUTME AaHHOW NaTomnornm
psiAa crneayoLmnx dakTopoB puUcka:

1.

Hannyne B cemMenHoMm aHaMHe3e 3Toro cMHapoma, T.K. B 3TOM cny4vae (ecnu
NpeanonoXeHne o peLeccnMBHOM cnocobe nepenaym reHa BEPHO)
BO3MOXHOCTb NOSIBNEHUS crneayoLlero pedbeHka ¢ natonormen coctaBnser
25%.

CTeneHb BEPOATHOCTU NOBTOPEHNS CUTYaUNN B OOANHOUYHbLIX 3Nu3ogax npu
OTCYTCTBUM XPOMOCOMHbIX MyTaLMN y poanTenemn TeopetTndeckn pasHa 2 %.
[TpeobpasoBaHMa XPOMOCOM MOTYT BO3HUKATb BCIIEACTBUNE TAXKESbIX
NHMEKLNN N MHTOKCUKALUIN, NEPEHECEHHbIX DyayLlen MmaTepbio B NEPBLIE
Tpn mecsua 6epeMeHHOCTN, MODOYHLIX AENCTBUN XUMNOTEPANEBTNHECKUX
rIeKapCTBEHHbIX CPEACTB N HEKOTOPLIX hnu3notepaneBTUHECKNX NPOLIEaYP.
[€HHBIM MyTauusaM MOryT CrocobCTBOBaTb 3HAOKPUHHbLIE 3aboneBaHnd
MaTtepu U paguaumsi.

ConuaHbi BO3pacT oTua pebeHka, Nnbo MmaTepuHCKUin Bo3pacTt bonee 35
ner.

MaTb 1 oTel, — KPOBHblE POACTBEHHUKMN.



CuHgpom Bunbamca

Cungpom Bunbamca (Yunbsamca) — npeanonoXmTenbHo
ayTOCOMHO-AOMUHaHTHOE 3aboneBaHune, BbiI3BaHHOE MyTaLVMEN B
reHe anacTtuHa, KapTupoBaHHOM Ha Xpomocome 7g 11.23. HacToTa
3abonesannsa — 1:10 000— 20 000 HoBopOXAEHHLIX. CMHOPOM
onucaH B 1961 roay kapawnosiorom u3s Hosoun 3enaHaun [x.
YnnbssmMcoMm, KOTOpPbIX BblAENUIT U3 CBOUX NALMEHTOB AETEN,
MMERLLNX CXOAHble AedeKTbI cepaeyYHO-COCYyANCTOU CUCTEMBI,
XapaKTEPHY BHELLHOCTb M YMCTBEHHY OTCTaNoCTb.




[etn, ctpagarowine cnHapomom Bunbamca, UMetoT XapaKkTepHbIN
BUA Nnnua, KOTOpPOEe BHELLUHE HAaNoMWUHAET NULO anb@a, oTcroga
NOSIBUIOCb BTOPOE Ha3BaHMe Ard 3Toro 3aboneBaHna — CUHOPOM
nuua anbda. [encTBuTenbHo, y 3TUX nogen obbI4HO NINLIO OYEHb
HaNnoOMWHAaET NNLO 3rNbdOB B UX TPAANLMOHHOM N (POSbKITOPHOM
BapunaHTe. XapakTepHbIMWU NpMU3HaKamm sIBMSAKTCA LLUMPOKNKA 1100,
pacxoxaeHne bpoBeun No cpedgHeEN NMMHNKU, UBET padyXKu rnasa
SIPKO-ronlydoro ueta (rrnasHble A0MOKN MOryT MUMETb TaKOU Xe
OTTEHOK), ONYLIEHHbIE BHN3 MOJSIHbIE LLEKN, DONBLLLIOW POT C
NOSIHbIMU rybamn (0COBEHHO HMXKHEN), NMITOCKOE NepPeHOCHE,
cBoeobpa3Hasa popma Hoca C MNOCKUM TYMNbIM KOHLIOM,
ManeHbKUN, HECKONbKO 3a0CTPEHHbIN Noabopoaok. Pa3pes rnas
CBOE00Opa3sHbIN, C NPUMYXIIOCTAMU BOKPYr BeK. HM oguH 13 atmnx
BHELLHUX NPU3HaKOB HE SBMAETCH MOCTOSIHHbIM, HO UX COYEeTaHne
onpenensieT ceoeobpasme nx nuu,.



PasnnyHble coBpeMeHHble MEeTOAb!
nccrieaoBaHUM nNo3BonNuUIu
YCTAHOBUTb, YTO NPUYNHOU
cuHapoma Bunbamca asnsaertcs
aeneunsa B 7-n Xxpomocome. B
NoBpeX4eHHOM yYyacTKe
XPOMOCOMbI PACMOSIOXKEHO
npmnbnusuntenbHo 15 reHoB. B 1O
Xe BpemMa 3 N3 OTCYTCTBYHOLLNX
reHoB HeobXoaMMBbI NS pa3BUTUS
N PYHKLMNOHNPOBAHUS rONOBHOIO
mo3ra. OguH n3 reHoB Heobxoanm
ansa npoaykumnm bernka anactuHa,
NO3TOMY B NATONIOMMYECKUMn
npouecc BoBne4YeHbl MHOrMe TKaHu
N opraHbl, B YaCTHOCTU cocyApbl.




AracTtuHoBas aptepuonaTtmsa npucytcTeyeT y 75— 80% nauneHToB
C CMHAPOMOM Bunbsimca 1 MOXeT nopaxaTb iodyo apTepuio.
HagknanaHHbIM CTEHO3 aopThbl ABNSETCA Hanbonee KIMMHUYeCKu
3Ha4YMMbIM U Hanbornee pacnpocTpaHeHHbIM BPOXAEHHbLIM
NMOPOKOM pa3BUTUA Yy AeTeN C cMHApoMoM Bunbsmca,
BCTpe4aeTcd B /5% cny4vaes. pu cuHapome Bunbsimca yactota
BHe3anHou cmepTtn B 25—100 pa3s npeBbILLUaeT NonynAaunoHHY!IO,
coctaBnsget 1:1000 nauueHTOB; cpean BO3MOXHbIX MPUYUH
OTMEeYaloT CTEHO3 KOPOHAPHbIX apTepun, NwemMmno Mmmokapaa u
XU3HeyrpoXxxaemblie apuTMun.




Cneundgunyeckoun Tepanum He cyulecTsyerT. [launeHTam
NpoBOAUTCSH CMMNTOMAaTUYECKOE NeYyeHne N KOppeKLUNOHHO-
BocnuTarenbHasa pabota. [NporHo3 OTHOCUTESIBHO
bnaronpusaTHbIM, BO3MOXXHA YaCTU4YHas coumanbHas agantauus.
Yalle Bcero cMHOpOM BO3HMKAET cCnopaanyeckm, NO3TOMY PUCK
NOBTOPHOIo POXAEHUSA pedbeHKa ¢ Takum xe 3aborieBaHnem
OLUEeHMBaETCA Kak HU3KUN. [1poaomKUTENBbHOCTL XU3HN Y
NauneHToOB C cMHOApPOMOM Bunbamca oObIMHO MEHbLUE, YEM Y
3[00pPOBbIX N0OEN, N3-3a HAPYLLUEHNN BHYTPEHHErO OOMEHa
BewlecTtB. OcobeHHO HeEBNaAronpUATHbIM ABMAETCS NOBbILLEHNE
YPOBHSA KanbLUUA B KPOBU, YTO NPUBOAUT K KalibLMHUPOBAHUIO
CTPYKTYp cepaua u cocygoB. MHOrMM naymeHtam TpebyeTtcs
0CcObbIN yxo[ n3-3a NCUXNYECKOWU HEMONHOLIEHHOCTN U OTCYTCTBUS
neecrnocobHoCcTU.
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