Uto Takoe Henpocnubpomaros?

HelipodnbpomaTo3 — 3To rpynna reHeTU4eCKUX BPOXKAEH-
HbIX 3a60M1€BaHMIA, B KOTOPOI MPUHATO BbIAENATb TPU TUNA:

e Heitpodubpomaros 1 Tuna (HP1)
e Heitpodubpomatos 2 Tuna (HD2)
e lllsaHHoMaTo3

JTO TPU HE3aBMCUMbIX 3a60/1eBaHuUS, BbI3BaHHbIX Pa3HbIMU
reHeTMyeckumMu npuumHamu. OfmH T1n 3a6oneBaHuns He
MOXeT nepeTekaTb B 4pYroi.

Hevipodubpomartos 1 Tuna (6onesHb PeknuHrxaysena,
nepudepuueckuit HP) - oaHO U3 caMbIX pacnpocTpaHEHHbIX
reHeTMyeckux 3aboneBaHuii B MUpe, KOTOPOe BCTpevaeTcs
npumepHo y 1 13 2500 - 3000 HOBOPOXAEHHbIX LEeTEN.
YacTtoTa BO3HUKHOBEHMS 3a601€BaHUA Y MYXKUUH U XKEHLLMH
oanHakoBa. Mpu HO1 Bo3HMKaAOT, Kak NpaBuo, Lobpokaye-
CTBEHHbIe onyxonu (Heipodnbpombl), KOTOpbIe 3aTparnBaT
nepudepuyeckyio U LeHTpanbHy HepBHYt cuctemy (LLHC).

H®1 cBg3aH c usMeHeHusamu B reHe NF1, KOTopbli koaupyeT
6enoK HeMpoPUBPOMUH 1 B HOpMe MpenaTcTByeT 06pazo-
BaHMIO OMyxonew B opraHusme. 3aboneBaHue MoxeT ObITb
yHacne0BaHO OT OAHOTO U3 poauTesieil NN BOSHUKHYTb

y pe6eHKa CMOHTAHHO, POAUTENU NPU 3TOM 340pOBbI. Eciin
O4MH U3 poauTenel 6oneH, TO WAHC poxaeHMs pebeHka

¢ HO1 coctaBnseT 50% npu kaxxpoi 6epeMeHHOCTH (ayTo-
COMHO-AOMMHAHTHbIA TUN HacnefoBaHus). BoigasuTb usme-
HeHue B reHe NFI1 MOXHO Npu NpoBeAeHWUM FreHeTUYECKOro
aHanusa.

Kak npaBuno, nepsbiMu npusHakamu H®O1 y pereit aena-
I0TCA NATHA LBETa «Kode C MOJIOKOM», KOTOPbIe YKa3blBalOT
Ha BO3MOXHOCTb Hannuuns 3abonesanunsa y pebexka. [lpyrue
nposiBIeHNs CMHAPOMA MOTYT BO3HMKATb C BO3pacToM. Ecium
KMHUYECKME NPOSBNEHNS COOTBETCTBYOT KPUTEPUAM AMa-
rHocTukM HD1, To reHeTuueckmii aHanus reHa NF1 He aBnseT-
csa 0693aTenbHbIM. B cnyyae, ecnm KNMHUYeCKas KapTUHa He
COBCEM §ICHa, FeHeTUYeCKUIA aHaNn3 NOMOXET YCTaHOBUTb
[MarHos.

H®1 - cMHAPOM C LUIMPOKUM CNEKTPOM KJMHUYECKMX NpPO-
SIBIEHUI, KOTOPbIE MOTYT 3HAYUTENIbHO OTIMYATHCS Y Pa3HbIX
noaei c HO1 v naxe cpefm YNEHOB OAHOM CEMbMU.

AnarHo3s HenpochubpomarTos

1 TMNA MOXXeT 6bITb NOCTABNEH
NPU HANUYUKN COUETAHUSA ABYX
n 6onee CUMMNTOMOB:

o lectb u 60onee nNaTeH LBeTa «kode C MONOKOM» BosbLe
5 MMy peTeii u 15 MM y B3poc/bIX (AaHHbIA NpU3HaK
MOXeT BCTpe4aTbCa Npu Apyrux 3abonesaHnax); o
Hanuune pByx un 6onee 06bI4HbIX HEMPODUOPOM,
160 ofHOM NNEKCMPOPMHOI HelipodUBpoMmbI;
e [MnepnurMeHTaLms B NOAMbILLEYHOWM
M/MNu NaxoBon obnacTtu;
e Y3enku Jlnwa;
¢ KoCTHble aHOManuu, Takme Kak IOXKHbIA CyCcTaBs, ANCNNA3ns
KPbl/IbeB KNTMHOBUAHOM KOCTH, CKONMMO3 U T.4.;
e [NMoma 3puUTenbHOro nNyTu;
Hanuune HO1 y ogHoro 13 poautenei;
e MyTauus B reHe NF1.

Takxe npu HelMpodumbpomaTose 1 Tnna y feTen BCTpeyarTCs:
anunenTuyeckune npuctynsl, onyxonu LLHC, BuwHeBble
aHrmomsl (NaTHa Kamnbenna ae MopraHa), KCaHTorpaHynemsl,
HW3KOpOC/IOCTb, PaHHEE MOI0BOE CO3pEeBAHUE U Apyrue
6onee pefkue NposiBNEHMS, Ha KOTOpble HE06X0ANMO
obpalatb BHUMaHuMe.

[aHHag nHpopMaLmsa HOCUT 03HAKOMUTENbHbIN XapaKTep
M HEe MOXXeT 6bITb UCMONb30BaHa AJ1 CAMOAUArHOCTUKMH,
AWarHo3 MOXeT NOCTaBUTb TOJIbKO Bpay!

PerynapHoe Ha6bnwageHue

y cneunanucTos nossonser
nayueHtam ¢ HO1 xutb
NOMHOLLEHHOU XXU3HbIO

Tem He MeHee, B paMKax [JaHHOro CMHAPOMA MOTYT BO3HMKATb

KMU3HEYTrpOXaKLLME COCTOSHMS, B CBA3M C YeM naumeHTam ¢ HO1

pekoMeHJ0BaHO HabnAeHMe He TONbKO Y NeauaTpa/TepanesTa,

HO U MYNbTUANUCLMNINHAPHOM KOMaHLOW CNeLuanmcToB.

Ha6nioaeHune Bkaovaer:

o ExxeroaHbiii BpaueOHbI 0CMOTP, KOTOPbIA NO3BOAUT
BbISIBUTb HACTOPaXKMBatoLLME MPU3HAKMK:

» Nnobasg bbiCTpopacTyLLas HeKOXHas Herpodubpoma;

» nepudepuyeckas HelponaTus C noTepei YyBCTBUTENb-
HOCTW MK ABUraTeNbHbIX QYHKLMWIA;

» HapacTaHue 60MeBbIX OLLyLLeHWI (0COBEHHO, eCIN OHU
6ynaT pebeHka HOUbIO) MM USMEHEHME UX XapaKTepa.

¢ PerynapHoe odranbMonoruueckoe o6cnenoBaHue (0co6eHHO y
LleTe) B CBA3M C PUCKOM PA3BUTUS INIMOMbI 3PUTENIBHOTO NYTH.

¢ B cBA3M € OTCYTCTBUEM KOHCEHCYCAa MUPOBOI0 HAy4YHOro
coobuiecTBa 0OTHOCUTENBLHO LiesIecoo6pa3HOCTM NpoBe-
AEHUA €XEroaHOW MarHUTHO-pe30HaHCHOWU ToMorpaduu
(MPT) ronosHoro mMo3ra, BONpoC 0 YacToTe NpoBeAeHMs
[AaHHOTO UCCNe0BaHMA LOMKEH 00CYKAATbCA MHAMBUAYANBHO
B KaX10M KOHKPETHOM CJly4ae C JIe4alMM BpayomM, C y4eToM
KJIMHUYECKMX NPOSIBNEHUI U anob nauueHTa.

B HacTosLwee BpeMs BO3MOXHO TO/IbKO CMMNTOMaTUYeCKoe fe-

yeHue nposieneHnint HO1, KoTopble BAUSIOT HA KaYeCTBO XMU3HU

n yrpoxatot 3g0poBsbto. K MmeTopam Tepanuu oTHocATCA:

e Xupypruyeckoe neyeHue (CTPOro no NoKasaHUaMm)

¢ MeauKaMeHTO3HOe JieveHne

e (dusunotepanus

¢ [cuxonoruyeckas nogaepkka

¢ Tepanus 6onun

Maumenty c HO1 mMoxeT noTpe6oBaTbcs o6palLeHue K cnenyto-

MM BpayaMm:

e leHeTuk (ANg AMarHocTuku 6onesHu);

e Hesponor (HeBponorMyeckne CUMNTOMBI, HAIMUME OMYyXONen);

* Optonep (AMcnnasus KpblabeB KNMHOBUAHOM KOCTU, BHYTPUNO3-
BOHOYHAs NaToNOrMs, NOXHbIV CycTaB 6onbluebepLoBOi KOCTH);

¢ OdTansmonor (Hanuuue y3enkos JIUwa, FIMOMbI 3pUTE/IBHOMO
nyTw);

o [lepmartonor (N49THa LBeTa «kode C MOIOKOM», KOXHbIe,
MOAKOXHbIE U NaeKcUdOpMHble HeMpodrOPOMbI);

e Kapavonor;

* [cuxonor (3aaepkka NCUXUYECKOTro, MOTOPHOTO, PEYEBOro
pa3BuTHS, Npobnembl ¢ 0by4eHUeM, NPU3HAKKU ayTU3MaA
n/vnu cuHapoMa aeduumTa BHUMaHUS U TUNepakTUBHOCTH);

e Mepumatp (oS NpodUNAKTUKM, NeYeHns 1 peabunmntaumm);

e OHKonor (Mpy HanUuYMK onyxonen);

* JHAOKpUHONOr (DPaHHEee NON0BOe CO3peBaHMe, HU3KOPOC-
NOCTb, ApYrue 3HLOKPUHONOTUYECKME NPOBAEMDI).



Ba)XHO 3HAThb!

o Kaxpablit cnyuai 3a6onesaHus Heiipogpubpomaro-
30M CTPOro MHAUBUAYANEH.

¢ BaXHO pyKOBOACTBOBATbCSA KOHKPETHbIMMU 06CTO-
ATeNbCTBaMM, MPU KOTOPbIX NPOTEKaeT 60/1e3Hb,
a TaK)Xe BeCTu co6CcTBeHHble HabaAeHUs, YTOObI
OTC/IEXXMBATb TEYEHME 3aboeBaHMs U HeEobXxoam-
MOCTb 3KCTPEHHOTO 06paLleHUs K Bpayy.

¢ PaHHAS AMArHOCTUKA U BMELIaTeNbCTBO yBE/NNYNBa-
0T WaHCbl HA CBOEBPEMEHHOE BbIABNEHNUE CMMNTO-
MOB 60M1€3HM U UX NNEYEHMUE.

e OTCyTCTBME CMMNTOMOB HE OTMeHseT HeobxoaMMo-
CTW Nepuoamyecknx o6cnefoBaHUi U NpoBeaeHNS
NpodUNAKTUYECKMX MEPONPUATUNA.

e 3HaHuAa 0 60/1e3HU U MeToAaX ee JiIeyeHUs NocTo-
AHHO paclIMpaOTCa — CTapanTech HbiTb B Kypce
nocnegHUxX HOBOCTEMN.

¢ HeiipodpubpomMaTtos He ABNAETCA NPOTMBONOKa3a-
HUEM K NPMBMBKaM, MPOBEAEHMNIO MACCAXKa, HAX0X-
neHuto pebeHka Ha conHue, JIOK, 3a ncknoyeHnem
C/lyyaeB, KOTrAa yKasaHHble Nnpouenypbl AIBASKOTCS
NPOTUBOMNOKA3aHMEM MPU HANNUUU ONpefeneHHbIX
CMMNTOMOB.

Y Bcex nauMeHToB CMMNTOMaTUKa 3a6osieBaHus npo-
ABNAeTCA no-pasHomy. [pu 3TOM, XoTs Helipodumbpo-
MaTo3 MOXeT NPUHUMaTb cepbe3Hble GopMbl U Tpebo-
BaTb YaCTOro MeAMLIMHCKOro BMELATeNbCTBa, MHOTUE

nauMeHTbl C AAHHbIM 3a60/1eBaHMEM XXUBYT NOJIHOLEH-

HOM XXU3HbIO.

Mo npepBaputenbHbIM noacyeTam,
B Poccuu ThicauM YenoBeK MMeKT AUarHos
HeMpodubpomaros 1 Tuna.

Ba)kxHO NOMHMTb, 4YTO Bbl HE OAHU —
MHOrMe AU roToBbl Nnoaaepxartb Bac
M NOAEeNUTLCA CBOUM OMNbITOM B 60pbbe
C HeMpopubpomaTo3om.

byknet noarorosneH
MexpermoHanbHoM 061eCcTBEHHOM
opraHusaumuen coaencTBus NOMOLLU
nauueHTam ¢ HeipopubpomaTosom
“22/17” coBmMecTHO ¢ HaunoHanbHbIM
MeAULMHCKUM UCCNIe[0BaTe/IbCKUM
LLEeHTPOM AETCKOM reMaTonorum,
OHKOJIOTUU U UMMYHOJIOTUU

M. iMuTpusa Porauesa.

bonble nupopmaumm

0 3a60/1€BaHMM M CNUCOK
MeAULIMHCKUX YYPEXAEHUM,
OKa3blBaKLWMX NOMOLLb NALMEHTaM
C HepopubpomMaTo30M, MOXXHO
HaUTK Ha caiTe nf2217.ru

CesizaTbcea ¢ Hamu: info@nf2217.ru
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